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MIHICTEPCTBO OXOPOHU 3[00POB'AA YKPAIHU
XapkiBCbKUM HalioHaNIbHUWU MeANYHUMN YHIBEepCUTeT
XapkiBcbke dyHKUioHanbHe o6'e¢aHaHHA "TEHOMIKA"

MOHOI'EHHI TA EHITEHETUYHI XBOPOBM.
OEHO-, 'EHO-, TA EIII'EHETUYHI OCOBJIHUBOCTI
CYYACHOI MATOJIOT'TI HEPBOBO-TICUXIYHOI'O PO3BUTKY.
"ITPO 1O MOBYATD AITU?"

AnbOoM-npeseHTauifa Ana 3aodyBayviB BULLOI MeAUYHOI OCBITH,
nikapiB-iHTepHiB, nikapiB — cnyxadiB UMKNiB NicnAaAUMNNOMHOI OCBITU

3arBepmxeHo Buenoro pagoro XHMY.
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3arajabHl 3MiHU JIFOACHKOTO JKUTTS Ha Ilmaneri 3emiis OXOIUIIOIOTH, MEPII 3a BCE,
Horo 370poB's 1 HE3AOPOB's. 3aXBOPIOBAHHS JIIOJAEH BCE YacCTIIIE CTAalOTh CBOEYACHO
HEBITI3HAHUMM, BHACIIJIOK CKJIAJHOIO CIIOJYYECHHS CUMITOMIB, 0€31i4l €K30I€HHHUX Ta
CHJOICHHUX TPUIEPiB, HASIBHOCTI BIUIMBY €MIr€HOMHMX (DaKTOpPiB Ta IOPYIICHb
(YHKIIA MITOXOHAPIH.

ITonepennii anamtiaHMA nepiof po3BUTKY (110 2000 p. — 4OI0BIUMIT) JIOTTYHO TIEPEHIIIOB
y 2000 p. y niepioji CHHTETUYHUM — TaK 3BaHMI >KIHOUMM 32 CTBEPXKECHHSIM I'€HETHKHU.
Y MUHYIOMY THUCSYONITTI JIFOACTBO IOTpeOyBaji0 BHBUCHHS 1 3anIMOJICHHS 3HAHb
(YHKIIlT OKpEMHUX OpPraHiB i CUCTEM 3aJJisi (POPMYJIIOBAHHS JI1arHO3y — TaCTPUT, KOJIIT,
raiMOpPHT Ta 1H.

Tak BUHUK HAWBaKJIMBIIIKWK HANPSIMOK Y MEIWUIMHI — AHAIITUYHUM 1 3'IBHIACS
BEJINKA KUTBKICTh TAJJAHOBUTHX CHEIATICTIB — TEPANEBTIB, OKYJIICTIB, OPTOIE/IIB Ta 1H.



Ha chorogni muOOK1 3HaHHSI KO)KHOTO OpPraHy 1 CUCTEMHM MOKa3ajiu KpalHI0 HEOOXiAHICTh
1HIMBIIYaJILHOTO MIAXOAY A0 OLIHKHM 310poB'a moaunau, ska € CUCTEMOIO. Tomy 3 HOBUM
TUCSYOIITTIM, KOJU JIFOACTBO IEPEHMIIIO0 JO IHIIOTO — CHUHTETHYHOrO Iepioay (3KiHOYOrO)
B PO3BUTKY 3HaHb, TaKl MPUPOAHI SBHUIA Ta 3aKOHOMIPHOCTI MNOTPEOYIOTh 3MIHU B YSBICHHI
JTIOICHKOTO OPTaHI3MY, SIK CHCTEMH (MOXIIMBO, 1 KOMIT FOTEpHOi!).

3amis 1bOro MOTPiIOHI HOBI Cy4yacH1 3HaHHS Ha (QYyHIAMEHTI CUCTEMHOTO YSABJIEHHS PO
KUTTS. [lepimimMu, XTO MOBUHEH BOJIOJAITH ITUMHU 3HAHHSIMM, CTAlOTh BUMTEN1, BUKJIagadi, HOCII
OHOBJIEHMX 3HaHb. llel CKIaIHMI 1 BOXJIMBUNA MpoleC MNOTpeOye MPUCKOPEHOIO BUBYEHHS
HOBHX JIOCSITHEHb HAyKH 1 HAYKOBO1 TPAKTUKH Ha TJ1 JOCBITY, HAKOMMUYEHOTO POKAMM.

VY nanoMy HayKOBOMY BHJIaHHI HNPEACTaBICHI METOAMYHI pEKOMEHallll, K1 JEMOHCTPYIOTh
JI0CB1J 0O0'€HAHHS TEHETHKAa 1 BY3bKOIO CHEIIaliCTa B IEPEXOoJl 10 IEePCOHATI30BaHOI
J1arHOCTUKH, HABYAHHS 1 MEPCOHATI30BAHOI MPAKTUKHA BOJHOYAC 34 MIPUHIUIIOM —

YY10 / BAYY (UUTAIO) - ATATHOCTYI1O —JIIKYIO - NOIIEPEKYIO



MICIS 06'ennanns

Yub0Bo-niKyBaIbHO-HAYKOBE (hyHKIIOHAbHE 00'enHanHs "' EHOMIKA"
(B momampmomy — DOI") po3pobuio Ta 3ampoBammwio 3 1986 p. €auny
KOHCOJIIZIOBAHY CUCTEMY MEIUKO-T€HETHUYHOI JOMOMOI'M HACEJIEHHIO 3T1JTHO
3 Hakazamu MO3.

I{s1 cucrema Hajmae AOMOMOTY HACEJICHHIO 3 YCIX PErioHiB YKpaiHu
(3a Hakazom MO3 — 6 obOnacreid, 3a 3BEpHEHHSIM JIIKapiB Ta CAMUX MAIIEHTIB —
13 BCIX pPErioHiB YKpaiHu, OJMKHBOTO Ta TAJIbHBOTO 3apyO1XOKs).

Ha 0a31 BKka3aHOi YCTaHOBM, $Ka 1 BHUHHKJIA ILIIXOM 00'€qHAHHS
kadenporo akymepctBa XHMY, 3milicHIO€ETbCS OCBITHUIIbKA po0OOTa,
AKa 3aBXKIU Oyia 1 3AIMIIAETHCS TOJIOBHOIO METOIO TPUETHOCTI —

Hasuarn — /liarnocryBatu — JlikyBatu — IlonmepemxkyBaru.

Po3po0sieHi 1 BrHpoBamkeHI Y4O0OB1 MpoOrpaMH 3TiHO 3 IPaBUJIAMHU
MpOrpaMHOro 3a0e3MeueHHsT OCBITHLOI JisibHOCTI XHMY, akpeauToBaHi
BIINIOB1AHO 0 iICHYrouMX [1on0xeHs.




Koxna 31 ckiagoBux DOl BUKOHye CBO1 (DYHKIIOHAJIbHI OOOB'SI3KH:
KHII XOP "MCMI'LI-IIP(O)3" Hamae MOJIKIIHIYHY BHCOKOKBAII(PIKOBAHY
Ta BHCOKOCIICI1AT130BaHy  MEJIMKO-TCHETUYHY JIOIOMOIY  MpoOaHaaM
Ta CIM'SM 31 CKIQJHHMH  3aXBOPIOBAaHHSIMM  SIK  YCHaJKOBAaHOTO,
TaK 1 HA0yTOro XapaxkTepy, MDKIUCIUILUIIHAPHOK KOMAaHJ0I0, IO CKJIAaAa€ThCs
3 mikapiB llenTpy Ta BukiagadiB kadeapu 3a npuHiunom BOO3 1+5
(mamieHT + JIKap-TEHETHK, JIKap-CIEHIAIICT, JiKap-J1a00paHT-010XIMIK,
JT1Kap-MOJICKYJISIPHUM T€HETHK (GioTexHoJIIOT), JT1Kap-LIUTOr€HETHK )
(BianoB1aHO 10 Bumor MO3 VYkpainu, HC3Y, BOO3) 1 noxxUTTEBO 3a0€31euye
HEOOX1JIHI KOHCYJbTallli TE€HEeTMKa Yy BCIX IOJIKIIHIYHUX YCTaHOBaX
M. XapKoBa, LIEHTpaxX MNEPBHHHOI MEIWYHOI JONOMOIM PErioHy OOCTEKEHHS
Ta IHIIMX MICTaX 1 CEIHINAX, SIKI HE BXOJSTH [0 PErioHy, a 3BEPTaIOTHCS

3a Oa)KaHHSIM 1 CIIPSIMYBAHHSIM JIIKapiB p13HUX (DaxiB 13 PI3HUX PEr1OHIB YKPAiHH.



Taka kmiHiyHa 0Oa3za 3 caMOro IIOYaTKy ii poOOTH
| gg CTajla OCHOBOKO OCBITHBOI pOOOTHU SK CIIBIPAI[IBHUKIB
4 ™ | gabpempu, Tak 1 KHII XOP "MCMI'L-LIP(O)3",
0 JO03BOJWJIO, MEpII 3a BCE, 3a0€3MEUUTH 3HAHHSIM
FCHETUKM BHUKJIaJadiB Kadeapu, sSKlI CHIBIPALIOKTh
BoAgHO4Yac 1 Ha kadenpi 1 B LleHTpi, Hamar4YM ycl BUIU
MEJIUKO-TE€HETUYHO1 JTOTIOMOTH naiieHTam AK
HOJIIKJIIHIYHOTO XapaKTepy, TaK 1 CTalllOHAPHOTO.

KOXHUM ILIEHTP NEPBUHHOI MEIWYHOI HOIIOMOTH
B XapKiBChbKii o00jacTi 3a BeChb 4Yac ICHYBaHHSA
YCTAaHOBH Ma€ OCOOMCTOro JiiKapsg TI'e€HEeTHKa-
KypaTopa, 30KpemMa 3 KOJEKTHBY Kadeapu, 10 €
O0OOB'SI3KOBUMM YMOBAaMHU JIJIs1 HUX.




META:

¢ Hamamgns  mocrymHOi,  fAKICHOI Ta  O€3MEYHOI
IIepCOHAJII30BAHOI MEIUKO-TEHETUYHOI  JOIIOMOTH
MareHTaM Ta iX ciM'IM Ha BCIX eTamax >KUTTI JIOIUHU

(nepuHATAJILHOMY Ta  IIOCTHAaTaJbHOMY  MEP1OAl

OHTOI'€HE3y) 3 MIJ03pOI Ha PI3HI BUAM CIAJKOBUX

AKE€Hb, BU3HAUCHHS PHU3HKY BUSIBJICHOI CIIAIKOBOl Ta 4
P : A 3 [ onosruu npt

HaOyTOl MAaToJOrii JUIsl IHIIMX YIEHIB CIM'1, MpH
CKJIQJHUX HE3'ICOBAHHX JlarHo3aX MAaIlEHTIB PI3HOIO HABUYMTH,
BIKY, B YMOBaX €BOJIIOIINHOI JAe3adantailli, BIiCbKOBOI

Ta BIPYCHOI arpecii Ta iX IIONEPEeIKEHHS 3aBAsSKU IMIITBEPINTH,
NEPEKOHICNIIAHIA TpeHaTaldbHIi, HEOHATAIbHIN Ta

MOCTHATAIbHIN NOXXUTTEBIN JOIMOMO31. BUJIIKYBATHU




¢ CTBOpeHHS peanbHMX 1 BipTyanpHUX (odmaiiH, OHJAWH Ta 3MIMIAHUX)

MOXJIMBOCTEN I HABYAHHS OCHOBAM J1arHOCTHUKH, JIIKYBaHHS Ta NPO(1IaKTUKA
CKJIQJIHUX 3aXBOPIOBAaHb CbOTOJICHHS, 10 SIKUX MPUYETHI SIK CIIaAKOB1 MOPYIIIECHHS,
TaKk 1 HaOyTI TpUrepHl (HAKTOPU €K30I€HHOIO0 Ta EHJAOTCHHOIO XapakTepy,
BUXOAAYM 13 CY4YaCHOIO IIOJIOKEHHSI, IO 1 CIMaJKOBl 1 HaOyTl 3aXBOPHOBAHHSA
PI3HMMH INUIIXaMM, ajie OOOB'SI3KOBO IIOB'sI3aHI 3 T€HETHMYHOH 1H(MOPMAIIEID
KOXKHOI JTtonuHU. [IpOCBITHMLBKUKA TIPOLIEC, OPraHI30BaHWKA HAMU 3T1THO
13 Cy4yacHUMM JOCATHEHHSMHM HayKd 3ajyisi IATPUMKH 3B'SI3KY 3 HOBHUMH
CBITOBUMU 3HAHHSIMH 1 HA0yTUM focBiaoM y OOl mpairoe y BUNIISIA1 TaK 3BAHUX
IpoPeCOPChKUX JICKIINM (€ICKTUBHUIM) 1 000B'SI3KOBUM AJIs BCIX CHIBPOOITHHUKIB
@®OI. A TakoX MPOBOASATHCS IIOTHUXKHEBI KJIHIYHI pO300pH XBOPHUX M1 Yac
3arajbHOI PAHKOBOI 3yCTpidl 00'€eqHaHOro KoJeKTUBY. KiliHI4HI po30opu

IPOBOJISITHCS SIK JIIKAPSIMH, TaK 1 BUKJIaa4aMHu.



HasBHICTh y 00'€THaHHS MOMJIMBOCTEW T'OTYBaTH CTYJAEHTIB HE TUIbKHU
TEOPETUYHO, aj€ ¥ HaJaBaTH IM MOXKJIMBICTH OBOJOMITH IpodeciiHuMU
HaBUYKaMHM 1CHY€ B YCTAHOBI 3aBX1H, 00 T€HETUKA PO3BUBAJIACH Y PETI0OHI
3aBKAM  IIOpyd 13 yCIMa JaOOpAaTOPHUMH METOJAMU  JI1arHOCTHKH.
HasiBHICTh BIANOBIJAHUX ILIOII 1 OONAJHAHHS JAa€ MOXKJIMBICTH CllyXadyam
(OakajmaBpaM 1 MaricTpaM) OBOJIOJITH BCIMa HaBUYKaMHM (DI3UYHOIO 1
1a00paTOPHOTrO OOCTEKEHHS, CIyXadl MalTh peallbHy MOXIUBICTh
ONIIHYTH TIAIli€eHTa cBOiMU pykamu (oduaita) abo oumma (onimaith). Taka
NOCTYIIHICTh J0 OCHAIICHHS 1 IPHWIAJIIB CTBOPEHA POKAMHU IICHXOJIOTIER)
KOJIEKTHBY, 00 4YacTilie 3a BCE CHIBIPAIIBHUKIB MU HaOWpaayd HPOTATrOM
JAECATUPIYb 13 YUHIB MUHYJOro. CaMe 1€ CTBOPWJIO CUCTEMHUMN CTWJIb MpaIll.

[Ipu Takiii yMOBI BUKOHAHHSI METH, MICII 1 B131i TUIBKH 1 € MOKJIMBHM.



L)

¢ IIpoBeleHHS HAYKOBMX JOCHI[KEHb 13 BUKOPMCTAHHIM

Cy4yaCHUX TEXHOJIOT1A I BHUBYECHHA SK  C€THIYHHX
OCOOJIMBOCTEM 3aXBOPIOBaHb MOMYJAMII 1 CEPEIOBHIIA,
B SIKOMY BOHa IIPOKHMBA€, TaK 1 BU3HAYEHHS TCHETUYHOIO
PH3UKY B KOKHIA CIM'l, 1 PI3HOMAHITTS PIAKICHUX T€HETUUYHHUX
1 HErEHETUYHHUX 3aXBOPIOBAHb 3 METOI0 BIIPOBAKEHHS BCIX

PIBHIB IIEPCOHAII30BaHOI MEIUIIMHH.




BI3IA

* CTBOpEHHS 0€3MEYHOT0 MPOCTOPY CY4aCHOI Ta SKICHOI MEIUKO-I€HETUYHOI
IIepCOHAI130BaHOI JOIOMOIH, 3aJ0BOJILHSAIOYM MOTPEOM HAIIMX ITalll€HTIB
KOMAaHJIOK0 NpOo(eCIOHANIB Y MAKCUMAJIbHO CKJIAJHHUX YMOBaX €BOJIIOIIMHOI
Ae3ajamTalli BHACHIJIOK MepeOydoB JKUTTS Ha IUIAHET1, IIO€JHAHUX
13 BIMCHKOBOIO Ta BIPYCHOIO arpeci€ro, HaCIIAKOM SKHX € 1HIWBIAyaJlbHUM
Ta COIIAILHUI CTPEC BUCOKOT HAIPYTH.

 CrBOpeHHsS YMOB 1 peam3ailid OCBITHHOIO MPOIECY B YMOBaxX TAaKOTO
KJITHIYHOTO 3a0€3MEYEHHS — MOXJIWBOCTI [ CTYACHTIB, 1HTEPHIB,
BHMKJIaJIa4lB 1HIIUX CHEI1aIbHOCTEH Ta 1HIIMX CIIyXadiB 3700yTH 11 3HAHHS,
K1 BIAIOBIJAIOTH CYYaCHUMM CBITOBUM HOpMaM 1 JE€MOHCTPYIOTh
MOXJIMBOCTI YKPAIHCBKOIO OCBITHBOIO MPOIIECY OMNAHOBYBATH CBITOBHUM
PIBEHb 1 OKa3aTH CBOI HAPOOKH.



IITHHOCTI

Bucoka dKiCTb HAJaHHSA HaWKpaIIUX
MOXKJIUBOCTEHN ONaHYyBaHHSI HOBUMHU
3HAHHSIMU 3 KJIHIYHOI T€HOMIKHA Cy4YacHOI1
MaToJIOT1l y AITEH 1 JOPOCINX, MEAUYHHX
IOCTYT MalllEHTaM 3a JONOMOIOK BTLICHHS
MIEPCOHATI30BAHOI CUCTEMH 13 BUKOPUCTAHHSM
pOOOTH EKCHEPTHUX pajl, KOHCHUJIYMIB
Ta MUKJIUCHUMILIIHAPHOI B3a€EMOAli, poOOTU
B pEKHMMax OHJIAaWH Ta O(JIaiiH.




— be3neka — CTBOpeHa Ta BIAOCKOHAJIOETHCS CHCTEMA
OI[IHKM OE3IEYHOCTI MEAUYHMX IIOCIYT, SKa MOBHHHA
OyTH IEPCOHAII30BAHOI0 1 IPOBOAMTHUCS BIIIOBIIHOIO
rpynoro  (axiBiiB (30Kpema  JIIKapiB-KOHCYJIBTAHTIB,
JI€TONOTIB Ta (papMaleBTiB). BUKOpPUCTaHHS Cy4YyacHUX
IPaBOBUX HOPM Yy 3a0€3MEUYeHH1 SK PIBHSA B3aeMOAll
"mareHT—ikap', Tak 1 "y4eHs (ciayxad)-Taii€eHT" .

— Tlami€eHTOPIEHTOBAHICTH Ta CTYJACHTOPICHTOBAHICTH
Ta IX B3a€EMOAIA — COPUMHSATTS IMAII€EHTIB Ta iX CIMEH SK
HapTHEpPiB Yy  Mpoleci  JIIKyBaHHsS,  CTBOPEHHS
1H(popMaIIHHOTO BIAAUTY JJIA CIMEH, KWW 3a0e3leuye
pealibHy MOXJIMBICTh TAPTHEPCHKOTO T1IXO/TY.




— ChopunHaTtTa 3700yBadiB  OCBITHM SK  KOMITHOTEPHOTO mpoliecopa’,
AKUHA MOpUMMae, IHTETPYE 1 Ha BUXOMl IIEPEJAa€ CBOIM MaHOyTHIM
nareHTaM 1H(@OpMaIIlo.

— Ilpodecionaniam — mnoOCTIHE 3A00yTTS HOBUX 3HAHb SK JIIKAPSIMHU,
TaKk 1 3700yBadyaMy OCBITH, SIK YYaCHHKaMH J1arHOCTHYHOIO ITPOLIECY
32 JONIOMOIOK0 KIIHIYHUX PO300pIB peajlbHUX BUIAJKIB YCIIIIHOI a00
HEYCHIIIHOI 1arHOCTUKHW, BHYTPIIIHI OHJIAaWH-KOH(EPEHIlI BUMAJIKIB,
IIarHOCTUYHA CYThb SIKMX 3QJIMIIAETHCS HEBCTAHOBJICHOIO  OLIBII
HDK 3a 3—4 MIC 3a JONOMOTOK KOHCWIIYyMIB. OTpUMaHHS HOBHUX
TEOPETUYHMUX 3HAHBb 31 CBITOBOTO Ta OCOOMCTOrO JOCBIAY A1arHOCTUKH Ta
BEJICHHSI TTAIIEHTIB 13 TEHETUYHOIO MATOJIOT1€0 3aBASKN (PyHKI1OHAIBbHIN
B3a€EMOAIl 3  BIANOBIAHMMH  TpodecioHadamMyd 3a  MPUHIAIOM
Mixaucnumiinapaoi komanau (BOO3).



IIIHHOCTI

P0o3BUTOK Ta IHHOBAIlll — YHIBEPCAJIbHICTh HaJaHHS MEJIUKO-
T€HETUYHO1 JOIIOMOIH Ta 1i epCOHaN3alllsl, BOPOBAIKESHHS
IHHOBAI[IMHUX TEXHOJIOTM J1arHOCTUKM 1 JIIKYBaHHS
Ha PIBHI CBITOBHUX CTaHJApPTIB Ta BUKOPHUCTAHHS BTLICHHX
1 3aCTOCOBAaHMX Ha MPAKTUI]l METOJAMYHHUX PEKOMECHJIALIIMH,
aJlaliTOBaHUX B 00'€THAHHI 3a]1JIs1 BUKJIAAAIBKOTO MPOIIECY.

PoOora B KOMaHAI — BHECOK KOXHOIO CHIBpOOITHHKA
B JOCSATHCHHS MOCTABJICHUX 3aBAaHb (1HIUKATOPIB),
OOTPUMAaHHS MEAUYHOI €THKH, JSOHTOIOTI11, BIOCKOHAJICHHS
SAKOCTI MEJIMYHUX ITOCTYT Ta BUKJIAAALBKOTO P1BHS.

CuiBuyTTsl i moBara — KOXKEH IIalllEHT 1 3700yBady 3HaHb
3aCJIyTrOBY€ Ha yBary, CIIBUYTTS 1 OBary Moro 0COOMCTOCTI,
HE3aJC)KHO BlJ CTarl, BIKY, HAaIllOHAJILHOCTI, ~ MOBHU
CIJIKYBaHHsI, pacH, 100po0yTy.



IIHHOCTI

HaniifHicTh — HagaHHI HOBUX 3HAHb, MEIUYHOI JOIIOMOT'H HaIllEHTaM

MOCTIMHO, O€3 IIepepBU Ha BIMHY Ta BIPYCHY arpeciio.
BinnoBigaabHICTL — HEOOX1IHICTH BIANOBIIATH 3a CBOT MOii.

KoJseriagbHicTh — TOCTIMHMM caMoaHali3 1 CHIBpOOITHUIITBO,
a TaKoXX CTBOPECHHS CHCTEMHM JIOBIpM HAa OCHOB1 MapuTETy

BIJIMOBIJAIBHOCTI K 00CATY POOOTH.

BinkpuTicTh — JOTpUMaHHA MPUHIUMIB YECHOCTI 1 MOPSIHOCTI

B OCOOMCTHX 1 KOJTEKTUBHUX TIAX.

KondineHuiHicTh — a0COMIOTHE 30€peKEHHS " MKapChKOT TAEMHUIIL".




Ha npuknazl KOHKPETHHUX CHOCTEPEHKEHb MOXKIABO MOOAYUTH MOPSAIOK 1A
JIKaps Ta BHKJIAJada, sK1 3a0€3MeuyloTh JOKAa30BUM BaplaHT HAadaHHSA
KOHKPETHOIO JIODISIAYy 3a CIM'SIMH 31  CKIQJHUMHM  3aXBOPIOBAHHSMU
3 I1103pOI0 Ha CIIaJKOBY IIaTOJIOTIIO.

[IounHaOTHCS AEMOHCTpAIlll 3 OTPUMAHHS KJIACHYHHUX CKJIAaJOBUX MEIMYHOI
1HpopMallli 3aisl MOITYyKY MEPIIONPUYMHU CKJIAJHUX KOMOPOIJIHHUX CTaHIB
y JIT€H 13 3arajlbHUMU O3HAKAMHU TMOPYIIEHb HEPBOBO-TICUXIYHOTO PO3BUTKY
Ha IPUKJIaJ1 CIIAAKOBUX METa0O0IIYHUX 3aXBOPIOBAHb.



Y BUIIISA/Il KIITHIYHOIO 3pa3ka B3STE MOIIMPEHE B YKpaiHI METaOOMYHE TOPYILICHHS —
romorcTrHypis (I'T{Y), yactora sikoi Mae BUCOKY pO301KHICTB 3a1€KHO BiI (hopmu I TTY.

IlonepenHi HaykoB1 JOCIIIKEHHS 3 BHUBUEHHS 4YaCTOTH BCIX BHJIIB 1 QopM
HOpYIIIEHHS OOMIHY aMIHOKHUCJIOTA METIOHIHY Ta 1 IMTOXTHHUX, ITPOBEJICHE CaMe BIIEPIIC
B YKpaiHi koMaHA0w0 JociiaHukiB @OI pazom 13 ipodecopom PydoenoM MarajgoHom
(Texacekuii yHiBepcutetr, CIIIA) I'peuaninoro O., I'peuaninor lO., I'ycap B.,
Bacuneseoro O., O3epoBoro JI., Mukutenko H.

YacrtoTa 11bOT0 PI3HOBUY CIHAJIKOBOIO MOPYIICHHS BUCOKa. I BHCOKa yacTtoTa
HOCIMCTBA IbOTO KIIHIYHO MOJIMOP(MHOr0 3aXBOPIOBAHHS, 0 SKOIO B PI3HHUX
Baplalisx 3ady4aroThbCsl MakK€ BCl OpraHd 1 CHCTEMH JIIOJCHKOIO OpraHI3MY.
BaximBiCTh Tak 3BAHOTO ()OJTATHO-METIOHIHOBOTO IIUKJITY B )KMTT1 KO>KHO1 JTIOIMHA
HEOLIIHCHHA, BIH CTBOPIOE HAMBAKIIMBIIILY CHCTEMY — METHJIFOBAHHS, OCHOBY. CIIITCHETHKH.



Tomouuctunypis (I'Y) — renetndHo

TE€TepOreHHE CIAJKOBE 3aXBOPIOBAHHS
3 TPyNyd aMIHOAIWAO0NAaTii, OOyMOBJIEHE
MOPYIICHHSIM METa00J13My CIPKOBMICHUX
aMIHOKHCJIOT, B IIEPITy YEPry, METIOHIHY.
[ 0JIOBHMM MapKepOM € MIJBUILICHHS PIBHS
TOMOIUCTEIHY IIpU TOMY, IO MOPOdiIb
aMIHOKHCJIOT mpu p13HuXx ¢dopmax I'T[Y

3HAYHO BIJIPI3HSAETHCH.
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° HOMOCYSTINURIA
V‘fk ey A

SUBSTANCE
in URINE

NH, "HOMOCYSTEINE"
= METABOLITE of METHIONINE

% 111 HOMOCYSTEINE in URINE

* OTHER PROBLEMS in

~ CONNECTIVE TISSUE
~ MUSCLES

~ BRAIN

~ HEAR
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Brnepmie I'IlY Oyno ommcana B 1962 p.
JI>)xeppircenoM Ta criBpoOiTHHKaMu (CIIA),
Kapconom Ta Hennom (IliBH1uHa IpmanHmis).
B 000X BuIajgkax IAII€EHTIB AOCIIIKYBAIN

y 3B'SI3KY 13 PO3YMOBOIO B1JCTAJIICTIO.



YactoTa BUABICHHS KIACUYHOI TOMOIIUCTUHYPII,
CIPUYMHECHOIO MyTalll€lo TeHy (hepMEHTY MucTaTioHiH OcTa cuHTasza (CBS)
y CBIT1 HepiBHOMIpHA: y cepeaHbomy ctaHOBUTH 1:34 000 HoBOHApOIKEHUX,
y KpaiHax, /¢ IPOBOJAATh CKPUHIHT 3 BUABICHHA [ 1Y,
noka3Huk Bapiroe Big 58 000 go 1 000 000 (Smowis)
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I'IlY yacrinie JiarHOCTY€ThHCH MPU OKPEMHUX NMPOSABAX MOPYIICHHSA Pi3HUX OPraHiB:

* TUC(PYHKIIIT IIUTOBU/IHOI 3aJI03H;
* XpOHIYHINA MOEPIIIKEMIi;

* OHKOI€MAaTOJIOTTYHUX 3dXBOPIOBAHHAX

* [ICOpIa3si,

* aJIIHHI (32 HASBHUMM JJAHUMH, KOYKHA BUITAJICHA 34 JICHb CUTapeTa 30UIbIITYE
p1BEeHb roMonucTeiny Ha 1 % y »x1HOK Ta Ha 0,5 % — y 40JIOBIKIB)

* 3JI0OB)KMBaHHI KaBH (y 0C10, sIK1 B)KMBAaIOTh OLIbIIIE IIECTH YAIlIOK KaBU HA JICHb,
piBEHb TOMOITUCTETHY Ha 2—3 MKMOJIb/JI BUIIE, HIK Y TUX, XTO HE M'€ KaBH,

OCKLUIBKHM KO(PETH 3MaTHUI IPUTHIYYBAaTH METIOHIHCHHTA3Y ). 16,



Circulating immune cells
known as monocytes rush
to the site of injury, causing

inflammation N
Homocysteine injures the

arterial wall, and fatty
substances accumulate

Bucokuil piBeHb rOMOIUCTEIHY

B IJIa3Mi KPOBI NOTPiOHO PO3IJIsAAaTH

Arterial cells proliferate in an
effort to heal the lesion, causing
plaque to form on the vessel fIK aTePOCKJIEPOTUYHOIO,
lining.

Lesion SIK (PAKTOP PU3UKY PO3BUTKY

TaK | TPOMOOTeHHOT0 YPasKeHHS CyAHH.



IT'OMOILIMCTEIH

bioximik Bincent mro Binsiio / Vincent du Vigneaud
(18.05.1901 — 11.12.1978) Bmepie CUHTE3YBaB HOBY,
paHillle HEBIAOMY aMIHOKHUCIOTY IUISXOM BILIMBY
Ha METIOHIH CIPYAHOI KHUCJIOTOK. OTpuMaHe 3'€THaHHS
BIAPI3HSJIOCS B1J LIUCTEIHY HA OJWH BYIJICLICBUM aTOM

1 Tomy Oyiio Ha3BaHO ''TomomucTein' (1932-1933).



T'omonuctein (I'Ll) € HECTPYKTYypHOIO
TUCYNb(}1THO aMiHOKMCIOTOIO 3 OJIHIEIO
METHJICHOBOIO Ipynoto. BiH cuHTE3y€eThCA

3 METIOHIHY BUJAJICHHSIM TEPMIHAJIBHOT
METHJILHOI IpyIid. BaXkIMBO BIAMITUTH,
110 TOMOIIMCTEIH HE HAAXOAUTD 3 IKCIO,
HE € BITAaMIHOM 1 HE BXOJIUTH
710 CKJIaJly O1IKIB OpraHi3mMy JIFOAUHHU.
B HOpMi TOMOIIUCTEIH CUHTE3Y€EThCS

3 METIOHIHY Yy 0aratocTaiiiHoMy MpOIIECi.

OMOUHCTE 7z,

THBE; IIJTAM




Y Hopmi Il 3HaXOgUTHCS B KIITHHAX Y HU3BKUX KOHIECHTPALISIX —
< 1 MKMoOnb/11 1 B I1a3Mi — 9—15 MkmMoiab/1. OgHak BBaAXKAETHCS, 1110 P1BHI
0,3 MKMOJbB/JA CTaHOBISATh MIABUIICHUM pU3UK. KOXHI S MKMOJB/JI
MOXKYTh 30UIBIIMTH PHU3HMK 1IMIEMIYHOI XBOpPOOHW ceplsd HpUOIM3HO
Ha 20 %, TakoXX MIABMUILIECHHS MOT0O PIBHS B CHPOBATIl KPOBI IPU3BOAUTH
0 YTBOPEHHS HEKPOTHYHHUX JCICHEPAaTUBHHUX JUISHOK Yy HHpKaXx,
CEJIC31HIll, CJIM30B1i OOOJIOHIl IIIyHKA, KICTKOBIA CHCTEMI1, CYIUHAaX,
MOIIKOMXKCHH] 1HTHUMHM apTeplil CcepeaHbOro abo KPYIHOTO Kamaiopy

3 HACTYIITHOI) arperaii€r Ha Hiid TPOMOOIIMTIB.



J10 maTo0riYHOTO HArpOMAKEHHSI TOMOILIMCTEIHY MOXYTh MPU3BOAUTH SIK TCHETUYHO
neTepMiHoBaH1 JehekTH y hepMeHTax, Tak 1 Hectada BiTaMmiHiB B6, B9, B12 Ta ¢omieBoi KucioTu
y Xap4oBoMY paifioHi. KpiM Toro, miaBHUIIEHHS BMICTy TOMOIIMCTEIHY B CHPOBATIIl KPOB1
MOXE CIIOCTEPIraTUCs MPU TPUBATIOMY IIPUMOMI ASIKUX MPENaparis,

iX BIUIMBOM Ha IIJISIX METa00J113My TOMOIIMCTEIHY, 1110 BUMaratoTh y4acTl BITaMIHIB
K KodakTopiB abo cyocTpariB pepmenTiB. PiBens 'Ll maBummye 30araucHa O11KoM 1xa

B cupoBariil kpoi Ha 10—15 % uepes 6—8 roa, 110 MOSCHIOE BUIII MOKA3HUKU TOMOIIMCTEIHY YBEUEPI.
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METIOHIH

MeTi0HIH € OOHICIO 3 JIEB'ITU HE3AMIHHUX aMIHOKUCIOT
1 ETMHOIO CIPKOBMICHOIO, SIKa CJIYTY€ TTONEPEIHUKOM JJIS1 BC1X 1HIIUX
CIPKOBMICHHUX aMIHOKMCJIOT Ta iX IMOX1AHUX. MET10HIH Oe31epepBHO

PETEHEPYETHCS 3 TOMOIIMCTEIHY Yepe3 OJTHOBYIIICIICBUM META00JII3M.
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MeTioHIH Ma€ YHIKAJbHI QYyHKIIII:
— Oepe y4acTh y peakiisix TpaHCMETHUIIFOBaHHS;
— CIIYT'Y€ JIOHOPOM METHJIBHUX I'PyIl Y CHHTE31 010J10IYHO aKTUBHUX PEYOBUH;

— Oepe y4acTh y CHHTE31 HYKJICTHOBUX KHUCJIOT.

MeTIiOHIH € aKIEeNTOPOM METHITY IS D-METHIIETETParigpodoaaT-roMoucTeit-
MeTHITpaHc(pepa3u (METIOHIH-CUHTA3HM) B €IMHIN PEaKIili, a TAKOXK

€ METWJIBHUM aKIEITOPOM y Kara0oi3mi OeTainy



Kiaacudikamia I'ILY:

KitiHiko-TreHeTUYH1 ()OPMH TOMOITUCTUHY P11
e [OMOIIUCTUHYPISI 00YMOBJICHA OPYIICHHSIM TPaHCCYJIb(yparliii
(KJIacHYHA TOMOIIUCTHHYPIS):
o B6-3anexHa
o B6-pe3ucTenTHa
* [ oMOIIUCTHHYPIS 00YMOBJICHA TOPYLICHHSIM PEMETHIFOBAHHS

Cryneni TsoxkocTti I'LTY:
e 1erka — 15-30 MKMOIIB/1;
e cepeaus — 31-100 MkMoIb/11;
e Tshkka — > 100 MKkMOIB/TT



CYYACHA KITACUDPIKAIIA I'ILY

3I'EHETUYHUMMU TA BIOXIMIYHUMU JE®PEKTAMU

3axBoptoBaHHSA Hediunt leH Tun
(Homep OMIM) depmeHTy (fokyc) ycnagkyBaHHSA
KnacnyHa romouucTuHypis (# 236200) LincratioHiH 6eTa-cnHTasa CBS (21922.3) AP
Tsaxka chopma gediunty MeTuneHTeTparigpodonarpeaykrasa
MeTuneHTeTparigpodonarpeaykrasn (MTHFR) MTHFR (1p36.22) AP
(# 236250)
MeTtunmanoHoBa aumaypisi Ta roMOLMUCTUHYPISA, MeTtunmanoHin-KoA mytasa Ta METIOHIHCMHTa3a — MACHE
!N cbIC (# 277400) aKTUBHICTb (DEPMEHTIB MOPYLLYETLCHA BTOPUHHO Yepes (1p34.1) AP
BIACYTHICTb KOGbakTopa e
MeTunmanoHoBa auuaypis Ta roMOLUMCTUHYPISA, MeTtunmanoHin-KoA myTtasa Ta MeTiOHIHCUMHTa3a — S TR
T!N cblC, AUreHHUM (epi-cbIC # 277400) aKTUBHICTb (PEPMEHTIB MOPYLUYETLCA BTOPUHHO Yepes MAHCC( ]p 34' ]) AP
BiACYTHicTb kodhakTopa (1p34.1)
MeTunmanoHoBa auuaypis Ta roMOLUMUCTUHYPISA, MeTtunmanoHin-KoA mytasa Ta MeTiOHIHCUHTa3a — AR
T™]N cbID (# 277410) aKTUBHICTb (DEPMEHTIB MOPYLLYETLCHA BTOPUHHO Yepes (2q23.2) AP
q2l3.

BiACYTHICTb KOdbakTopa




3axBOpPIOBaHHSA Hediunt leH Tun
(Homep OMIM) hepmeHTy (roKyc) yCnaaKyBaHHS
FomouucTuHypisi-meranobnacTtHa aHeMmis, Peaykrasa MeTiOHIHCMHTa3n — aKTUBHICTb (hepMeHTy
T!N cblE (# 236270) NOpPYyLWYETHLCA BTOPUHHO Yepes3 BiACYTHICTb MTRR (5p15.31) AP
KodhakTopa
MeTnnmanoHoBa aunagypis MeTtunmanoHin-KoA myTta3sa Ta METIOHIHCUHTa3a —
Ta rOMOLMCTUHYPIA, TUN cblF (# 277380) aKTUBHICTb (PEPMEHTIB MOPYLLYETLCHA BTOPUHHO Yepes LMBRD1 (6q13) AP
BIACYTHICTb KodbakTopa
FomouucTuHypisi-merano6nacTtHa aHeMmis, MeTioHIHCWMHTa3a — aKTUBHICTb (PEPMEHTY MOPYLUYETLCH TR T S AP
T!N cblG (# 250940) BTOPUHHO Yepes BiACYTHICTb KodhakTopa e
MeTtunmanoHoBa aunaypis MeTtunmanoHin-KoA-mytasa Ta MeTiOHIHCUHTasa —
Ta rOMOLMCTUHYPIA, TUN cblJ (# 614857) aKTUBHICTb (DEPMEHTIB MOPYLLYETLCHA BTOPUHHO Yepes ABCD4 (14q24.3) AP
BIACYTHICTb KOgbakTopa
MeTunmanoHoBa aunaypia Ta roMoUMCTUHYpIA, | TpaHckpunuivHa perynauis MMACHC. MeTtunmaroHin-KoA
T™]N cbIX (# 309541) MyTa3a Ta METIOHIHCMHTa3a — aKTUBHICTb pepMeHTIB HCFC1 (Xg28) XP
NOPYLUYETLCA BTOPUHHO Yepes BiACYTHICTb KohakTopa
Oediunt meTuneH-tetparigpodonar 5,10-meTuneH-TeTparigpodonar aerigporeHasa, 5,10-
aerigporeHasu (# 617780) METEHIN-TeTparigpodonaTt umknorigponasa, 10- MTHFD1 (14q23.3) AP
dopminTeTparigpodonaT CUHTeTasa
Hediunt TpaHckob6anaminy Il (# 275350) TpaHckobanamiH, KniTMHHa gocTtaska cbl TCN2 (22q12.2) AP
MeTunmanoHoBa auu i1 Ta roMoUMCTUHYPIA, | TcbIR KNITUHHMIA peuenTo
e = yp SR . CD320 (19p13.2) AP

TUN TcbIR (# 613646)




Kpurepii NoCTAaHOBKH AIarHO3y KJIACUYHOI (POPMU TrOMOIUCTHHYPIL,
noB'sA3aHol 3 MyranissmMu resa CBS:

e MEHOTUIIOBI OCOOIMBOCTI: M'IKE CBITJIE BOJOCCS, JIETKUH pyM'sTHEIIb
Ha II0KaX, OJJAKUTHHUM KOJIIp paly>KKH, Ki(hOCKOJI103,
nedopMallis IpyaHoOl KJIITHHHU.

e Mopdanonoa10Hui PEHOTHUIT: BUCOKUH 3PICT, aCTEHIYHA T1J100Yy/10Ba,
JIOBI'l TOHKI KIHI[IBKH, apaXHOJAKTHUI1s KUCTEH Ta CTYIICHb.

e [T11BUBUX KpUINTAIHKa, KaTapaKTa.

e [Tape3u, napaniui.

* [lopyieHHs xoau.

e [TixBUIIIEHHS p1BHS METIOHIHY B CUPOBATIIl KPOBI Ta CEYl.

* 3HMKCHHS [IUCTUHY B CUPOBATII1 KPOBI Ta CEUl.

* Myramii rena CBS.

e [TixBUIIIEHHS P1BHS TOMOIMCTEIHY B CUPOBATIII KPOBI



KpuTepii nocTaHOBKM TiarH03y rOMOLUUCTHHYPII,

o0ymoBJieHoi aepinnrom MTHFR:

e [Tpu panHiii MaHidecTalli: Mikponedaris, HOpyIlIeHHs Ha0opy Baru,
MOPYIIECHHS BUTOAOBYBaHHs, OJ11ICTh IIKIPHUX HOKPUBIB, AITHOE, M'sI30Ba
TIIIOTOHIS, 3aTPUMKA IICUXOMOTOPHOTO PO3BUTKY, CYIOMH.

* [Tpu ni3H1i MaHidecTalli: ICUX1aTpUYHI HOPYIICHHS,

KOTHITUBHI IMTOPYIICHHS, aTaKCisl, mapamnapes/Terpanapes ClacTHIHHMH,

eKCTpalnipamiiHi HOPYIICHHS, HapecTe3ii.

rHTHFE Etnn-l

* HopmanbHuii piBeHb METHIMAJIOHOBOT KUCJIOTH. - l l

« Myranii rena MTHFR C&TTT  A1298C

* Bricokuii piBEeHb TOMOLIMCTETHY.

 3HmKeHNI a00 HOpMaJIbHUIM PIBEHb METIOHIHY.




OCKUIBKM y CKaprax HaIl€eHTIB 13 MOPYIICHHSM HEPBOBO-IICUXIYHOIO PO3BUTKY
IPUCYTHI OaraTouMcellbHI BKa31BKM Ha PI13HI ypaKeHHsI 0araThbOX OpraHiB 1 CHUCTEM,
301p aHaAMHECTUYHHX JIaHUX 1 OI[IHKa CTaryCy Ha 4Yac 3BEpHEHHS HaOyBae
HEOOXITHOCTI [IMOOKOIO BHBUEHHS YCIX OpraHiB 1 CHCTEM 3a CXEMOIO
COMAaTOr€HETUYHOI0 JOCIIIIKEHHS 13 CHHAPOMOJIOTTYHUM aHAJI130M.

[Iss cxema cBoro wacy Oynaa po3po0OjiecHa HaMH Ha OCHOBI KJIACHYHOI
MOP(QOJIOTrIYHOI OIIHKK SIK XBOPOrO MAIlEHTA, TaK 1 HA MIJACTaBl ITOCTMOPTAJIBHOI
CUCTEMHU OILIHKH.

Buxoasuu 3 piBHS Cy4acHOI OIIIHKH 3a JIOIIOMOIOK) KJIIHIYHOIO CEKBEHYBaHHS, 301D
CKapT, SIK 1 OI[IHKA MOTEHIIIAJIbHUX TPUIEPHUX (DAKTOPIB, HAOYBA€ HAMBAKIUBIIIOTO
3HAYEHHSA, 00 caMe€ TaKWW PETEIbHUK aHAJ3 MPOSBIB XBOPOOM MU B IOJAIBIIOMY
OyZIeMO 31CTaBJIATH 3 (PEHOTUIIOBOIO OLIIHKO IeHOMA 33151 TOYHOI J1arHOCTHKH.



ITamicHT A. 5 pokis AHAMHE3 ')KUTTH

Ckapru Ha:

O 3AMpUMKY MOEHO2O pPO36UMKY Jumuna 610 mpemuvoi 8acimuocmi Opyaux

O PO3yMOBY GIOCMANICb nonoeie (nepwa sacimnicmo 3a6mepia,

O NopyuleHHs KOOpOUHAayii opyea ea2imuicms — Oi6UUHKAQ).

XUmMKicmov npu xo0voi

Bazimuicmo nepebicana 6e3 yckiaoueno.

20710611 OO/ 3 BIOUYMMAM MUCKY HA OYI ITonozau na 36-my musicni eazimuocmi.

KOPOMKO30DICMb Baea npu napoooiceni 3 400 e, 3picm 52 cm.

2InepaKmueHiCmy Po3zsusascs 32iono 3 gikosumu emanamu.
niosuujery 30y01u8icmy
IHCMPYKYIi BUKOHYE BUOIPKOBO

yacmi 8IPYCHI 3aX60PIOBAHHS




AHAMHE3 3AXBOPIOBAHHA

o

e

*

e

*

e

*
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» 20.03.2023 — ronoBHui 0111k, O1JIb Y )KMBOTI, OJIFOBaHHS JBOPA30BO.

[Ticasa nporo OmaroBaHHS OyJsi0 ogHOpa3oBo 05.04.2023. P
CrarioHapHe JIIKyBaHHS 32 MICIIEM MPOKUBAHHS 0€3 e(eKTY. 7 -
3 HOTIPIICHHSM CTaHy MPOBEICHO KOHCYJILTAIIIO -\@r
ta rocmTanizosano 7o HCJI "Oxmarout" N

» 306.04.2023 mo 15.07.2023 craiioHapHE J1KyBaHHS.

» Bcranosnenuii glaruos: Ilocmkogionuii cunopom. EbB — inghexuisn,
¢aza pennikauii. Tpomoos eepxnvo20 cazimaibHoz20, 116020 NONEPEUHO20,
CUZMONOOIOHO20 CUHYCI8, OKPEeMUX NOBEPXHEBUX KOPDMUKATIbHUX GEH.

L)

(R

L)

L)

Ha Tm Tepami (ppakcumapuH, KcapeiTo, Ba3almpoCTaH, CyAWHHI MperapaTH)
CTaH JWUTHHHU 3 MO3UTHUBHOIO JUHAMIKOK), BUIIMCAHA I11 aMOYyIaTOpHE CIOCTEPEIKCHHSI.
VY kiiHi 30epirajgacs MOMipHA XUTKICTh IIPH XO/I1.




3 METOI YTOYHIOKOYOI JIarHOCTUKA BUKOPHUCTAHHWM TOIITYK
BI3yaJIbHUX O10MapKepiB.

MPT romoBHoro wmo3ky Big 01.09.2023: mnopiBHAHO
3 22.06.2023 — ctabinbH1 XpOHIYHI TPOMOOTHYHI HalllapyBaHHS
y BEpXHbOMY CariTaibHOMY CHMHYCl Ha PIBHI CTOKY 3 O3HaKaMu
CIIOBUILHEHHSI  TOKYy; IIOTOBIIEHHA  ayruinkatypu TMO,
YaCTKOBUM TPOMOO3 OAMHUYHOT KOPTUKAIBLHOI BEHH CIIPaBa.

ITosBa Audy3HOro TOCWJIEHHS JIENTOMEHIHI€aJIbHOIO
CYAUHHOI'O0 PUCYHKA CyIMpa- Ta CYOTEHTOPIaIbHO — BPAXOBYIOUH
KJIIHIYHI JaHl, HE MO)XHAa BHUKJIIOUUTH IIOSIBY MEHIHTITY.
30epira€TbCcsi PO3LIMPEHHS JIIKBOPHUX IPOCTOPIB 30POBHUX
HEPBIB, Me/iamizalli KpPUINTAIMKIB, PO3IIMPEHHS TIepUBa3aIbHUX
npocTopiB. MiHIMadbHl 3MIHM CHTHally B KOPTHUKAJIbHHUX
BiAA1JaX MIBKYJIb Ta 3yOUacTUX sJpaxX MO304YKa (CyIUHHOTIO,

MOCT3aAJIbHOIO XapaKTepy).



@ HALIIOHAIbHA
OUTAYA CNELIANIZOBAHA NIKAPHS
«OXMATONT»

Y 3akntodeHHi 3 Bunucku 3 HOCJ1 "OXMATOUT" MOS3 Ykpainu

BiO 28.11.2023 BCTAHOBMEHO OiarHo3:

Cnadkoee nopyuweHHs1 06MiHY CipKOB8MICHUX aMiHOKUCIOmM:

FlomMouucmuHypisi eHacs1idok degbiuumy uucmamioHiH-6ema-

CUHMa3u, ayMmoCcoOMHO-peuecueHUll mun ycrnadKyeaHHS.




MPT ronoBaoro mo3ky Bijg 07.02.2024: nopiBusiHo 3 01.09.2023 — noripuienHst gudepeHiianii
BIJIOMUX XPOHIYHMX TPOMOOTHYHMX HallapyBaHb y BEPXHBOMY CariTajbHOMY CHHYCl Ta Ha pPIBHI
CTOKY, 30epiraroThbCsi 3MIHA CUTHaJly B JIaHUX 30HAX Ta O3HAKW CIOBUIBHEHHS TOKY (BIPOTIIHO
HACHIIKM TpoMOO3y, CHOBIUIbHEHA pEKaHalli3alis), 3MIHH KOHBEKCHTAIHHHUX BeEH. 30epiraerbcs
PO3MIMPEHHS TEPUBA3AIBHUX MMPOCTOPIB, PO3IIMPEHHS JIKBOPHUX IIPOCTOPIB 30pPOBUX HEPBIB,
HenpsMi o3Haku HaOpsiky JI3H. MemiansHa cyOmrokcallisi Ta aTunoBa opMa KpPHUILTAIUKIB — MOXKE
OyTH BpOKEHOT0, CHCTEMHOT'0 XapakTepy (30KpeMa Ha TJIi TOMOMUCTHHYPIT).



HJCJI "OXMATIUT" MO3 Ykpainu
BT c1uHA 2024 BCTAHOBJICHO J1arHO3.

Heenivinuiit mpomo6o3 eHympiutHbouepenHoi 6eHO3HOI cucmemiu.
Iocmkoegionuii cunopom. EbB — inghexuia, gpaza?

Tpom603 6epxHb020 cazimanbHozo,

J1i8020 NONEPEUHO020, CUZMONOOIOHO20 CUHYCIE,
OKpeMUX NOBEPXHEBUX KOPMUKATLHUX 6€H

HaA emanax 360pOMHO20 PO36UMK) .



3a manumu MPT rosmoBHoro mosky, MP-anriorpadii, MP-cnekTpockomii
Big 19.07.2024: mopiBHAHO 3 IOHNEPEAHIMH JIOCIIIXKCHHIMH 30€pIraroThCs
O3HAaKM CIIOBUIBHEHHS TOKY CEIMEHTIB BEPXHBOI'O CariTajJbHOIO CUHYCY, 3MIHU
KOHBEKCHTAJILHUX BEH (BIPOTTHO HACIIIKA TPOMOO3Y, CIIOBUIbHEHA PEKaHAII3allis).
be3 3MiH 3aJIUIIal0THCS PO3IIMPEHHS EPUBA3ATBHUX MPOCTOPIB, POIIUPECHHS
JIKBOPHUX IMPOCTOPIB 30POBUX HEPBIB, HEMNpsMi O3HakKu HaoOpsky JI3H.

BiagmiueHna MelaiabHa CyOIOKcallisl Ta aTUIIoBa (popMa KPUIITAIMKIB — MOXKE

OyTH BpOIKEHOT0, CHCTEMHOI'0 XapakTepy (30KpeMa Ha Tl TOMOLMCTUHYPII).




[IpoBeneHe KOMOIHOBAHE MOJIEKYISIPHO-TEHETUYHE MOCHIIKEHHS SIK MOJIIMOP(PHUX BaplaHTIB
reHiB ()epMEHTIB (hOJaTHO-METIOHIHOBOIO IMKIIY, 3rOpPTaHHS KpPOBI Ta IHINIMX, TaK 1 KJIIHIYHE
exk30MHe cekBeHyBaHHs WES.

Pe3ynbsrary MOJIEKYISIpHO-TEHETHIHOTO JI0 CIT1IKEHHS .
CBS ¢430G>C (p.Glul44GIn) cemepozuzoma IATOTEHHHH
CBS ¢.770C>T (cmop. Thr257Met) cemepozuzoma IATOTEHHHH
UGT1AL c. 41-40dup (non-coding) cemepozuzoma IIATOT'EHHHH
GRIN2D c. 2945C>T (p.Ala982Val) rereposurora HepuznaueHoro 3HaueHHS
KMT2A 36inmpmenns (Ex3onn 27—36) kiabkicTh koniid = 3 HeBu3HaueHOTO 3HAYCHHS
ACADS c. 625G>A (p.Gly209Ser) romo3urorauii J{ooposkicuuii (IOBiqOMIIOBaILHHI BapiaHT)
CHIT1 c. 304G>A (p.Gly102Ser) rereposurora JloOposikicHuii (ITOBiIOMIIOBAILHIN BapiaHT)
FAH c. 1021C>T (p.Arg341Trp) rerepo3urora J{oOposkicHuii (riceBaoachIMUTHAN aJIeb )
GALC c. 1685T>C (p.lle562Thr) romo3urotauit JlooposkicHuii (rceBaoacilTHUN aieib)
GALC c. 550CT (p.Arg184Cys) rerepo3urora JloOposkicHMI (IIceBIoaePIiUTHII aneib)



biorexnosmorom /1. B. llIkonpH1KOBOXO pa3oMm 13 O. . [ peuaniHOO
IIPOBEACHUN TCHCTUYHHUM aHAJI3 1 TCHCTUYHWUM 3BIT
OTPUMAaHUX PE3YJbTATIB MOJICKYISIPHO-TEHETUYHOI'O JOCI1IKECHHS
3 METOIO MOIIYKY MOXKJIMBUX ME€XaH13MI1B BILJIMBY
Ha CTYIIIHb €KCIIPECIl I'€HIB Ta 1X B3aEMO/I],
TOOTO JIIKYBaHHS Y€pe3 HOpMaI13alllio

BUSBIICHHUX O10MapKepiB SIK (PI3UYHMX, TaK 1 010XIMIYHHX.



CBS CBS

¢ . 430G>C (p.Glul44GIn) c. 770C>T (p.Thr257Met)
reTep():erTa reTep03nr0Ta
IMMATOT'EHHUU IMMATOI'EHHUN

biloK, KOJOBaHWM IIUM I'€HOM, JI€ SIK TOMOTETpaMep, KaTali3yrouM MEePETBOPEHHS TOMOIIMCTEIHY
B I[MCTaTIOHIH, IO € IMEPIIMM KPOKOM Yy IIISIXy TpaHccyibdypalii. KogoBanuili OLIOK aloCTEPUYHO
aKTUBYETHCS aJICHO3UJIMETIOHIHOM 1 BUKOPHUCTOBYE Mipuaokcaibdocdar sk kodakrop. Jedekr mporo
reHa MOXKE€ CHPUYMHUTH AC(IIUT HMCTaTIOHIH-OeTa-CHHTAa3H, IO IPHU3BOJAUTH JIO0 TOMOIMCTHHYPII.

I1eti reH HOCHTB Y cO01 3HAYHY POJIb Y KIITHHHOMY BUPOOHHITBI cipkoBoaH!0 [RefSeq, moTuii 2016 p.]
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3rigno 3 karagorom GWAS (https://www.ebi.ac.uk/gwas/search?query=CBS)
OioMapkepaMu 1Jisl {bOI'0 I'eHa €:

 PiBeHb OeTainy B 1j1a3Mi

e 3picCT TlIa

* PiBeHb TOMOLIUCTEIHY

e BuzHaueHHs MeTa0OJIITIB y CUPOBATIIl KPOBI
* BipycHe HaBaHTa)KEHHS

* KinbKICTh HEUTPOD1IIB

e KUIBKICTD MIEJIOTTHMX JIEUKOITUTIB

* PiBeHb celieHy

e AJlepriutHi 3aXBOPIOBaHHS

* [HAEKC MacH TLIa

e KUIBKICTE JIEMKOIIUTIB

e [ITuzodpen1s

* PIBEHB 3araJIbHOTO XOJIECTEPUHY

 PIBeHb XOJIE€CTEpHUHY JINONPOTEIHIB HU3BKO1 IIIILHOCTI



MoJiekyJasipHa (PYHKIISI TeHA
(https://glm.genecards.org/FindGenes?gene=CBS&attribute=ontologies&utm_source=genecar
ds&utm_medium=banner&utm_campaign=genecards&utm_content=banner_ontologies):

» KarajaiTuyHa akTUBHICTh

* AKTUBHICTH IIUCTATIOHIH O€Ta-CUHTA3U

* 3a0e31euye 3B's13yBaHHS 3 OLIKaMu

e Jlia3Ha aKTUBHICTh

* 3a0e3neuye 3B's1I3yBaHHS KUCHIO

 3a0e3neuye 3B's13yBaHHS (DEPMEHTIB

* 3a0e3neuye 3B's13yBaHHS reMa

* 3a0e3neuye 3B's13yBaHHS MipUA0KcaIbPochary

* 3a0e3neuye 3B's13yBaHHS YOIKBITHHY 3 O1JIKOBOIO JIITa3010
* 3a0e3neuy€e aKTUBHICTh TOMOAUMEpPHU3allli O1IKa

* 3a0e3neuye 3B's13yBaHHS 10HIB METAITY

* 3a0e3neuye aKTUBHICTh HITpUTpeAYyKTa3u (yrBopeHHs NO)
* 3a0e3neuye 3B's1I3yBaHHS OKCUY 30Ty

* 3a0e3meuye Moau(pikoBaHe 3B'13yBaHHS aMiHOKHCIIOT

* 3a0e3meuye 3B's13yBaHHA S-a7eHO3UII-L-MeTIoHIHY




@deHoTHII
(https://glm.genecards.org/FindGenes?gene=CBS
&attribute=phenotypes&utm_source=genecards&
utm_medium=banner&utm_campaign=genecards
&utm_content=banner_phenotypes):

* ['mobGanbHa 3aTpUMKaA PO3BUTKY
* Eminerncis

« Cutis marmorata

* Ocreornopo3s

* [HTenexkTyaabHAa HEAOCTATHICTD
* T'imeproHis

* Pectus carinatum

* BopoHkomnoiiOHa rpy/iHa KJIiTUHA
» Jlenpecis

 HertunoBa mosemiHka

* [lcuxo3

* CkynyeHicTh 3yOiB

* EkTomis KpuInTaaiuka

AOONOAOONONONNNNNNNNN

WOOOUWOIWIOIIIIOIPOOIOIWOWE

ATpodis 30poBOro HepBa

AMOioms
[TouaTok 3 HEOHATAJILHOIO MEPIOTY

IlixBuinenuii piBeHb NEYiHKOBUX TPAHCAMIHA3

[TopyuieHnns 30py

KopoTko3opicTh

BigmapyBaHHS CITKIBKH OKa

Bucokuii 3picT/HENPONOPIIMHO BUCOKUI 3PICT
Karapaxkra

[maykoma

Kidockomio3

Ckoii03

3HMKEHA AKTHBHICTH IIMCTATIOHIH-0eTa-CHHTA3H
V KVJTHBOBAHUX (hiOpoOd1acTax

Kido3




IlinBUILIEHNI PiBEHb METIOHIHY B KPOBI
Bucoke agyronoaioHe mijaHeO1HHS
OOMeXeHHS PyXJIMBOCTI CyIJIO01B
Po3nan ocoducrocTi

[TaxoBa rpmxa
AyTOCOMHO-PELIECUBHE yCITaAKyBaHHS
['prka

Genu valgum

[TigmKipHUN KPOBOBUJIUB

Benozuuit TpoM003

TpomboeMOois

AHoOMaI mrMeHTalli CITKIBKA

Pinke Bosioccs Ha ToJ10B1

[Tankpearur

[HdapkT Miokapaa

[Iponanc MiTpaabHOIO KjlaraHa
['imomirMeHTaIis mKipu
[IepeOinbIilieHa YBITHYTICTh TIEPEIHBOT
a00 3aJIHHOT TOBEPXHI Tija Xpeorls,
TOOTO BEPXHS 1 HUKHS KIHIIEB1 TJIACTUHKH
XpeO11s BJaBIICHI BCEPEIUHY

[loranuii HaOip Baru

ApaxHOJAKTHUIIIS «ITaBYKOBI MBI
ApTtepianbHuil TpoMO03

Aprtepio3Ha Maiab(opmarris
[TopymieHHs: 0OMIHY aMiHOKHUCIIOT
['emimierisi/remimnapes
['emaromeraiis

Crearo3 neviHKu

[HCYNBT

['eHepatizoBaHU 0CTEONIOPO3
[TigBUBHX KpHUINTAJINKA
Kponus'anka

[TigBuIIeHa YacTOTa MEPEIOMIB
IlepeOpanbHa imeMist

PiBeHb MeTiOHIHY B cevi

BHILIE BEPXHbOI MeKi HOPMH

JlamMke Bojoccs

111y HKOBO-KUIIIKOBHI KPOBOBHIIUB
JlereneBa eMOo0m1s
BryTpilHbOUEepeTHNN KPOBOBHIIMB
I'ineproMounycTHHEMIsI
['oMouucTUHYpist

Bapuko3He po31IUpeHHsI BEH CTPABOXOY
AHOpeKcis




BioJsioriuni npouecu
(https://glm.genecards.org/FindGenes?gene=CBS&attribute=ontologies&utm_source=genecards&utm_me
dium=banner&utm_campaign=genecards&utm_content=banner_ontologies):

* bepe y4yacTb B €HIOXOHIpaJIbHOMY OKOCTEHIHHI

* bepe yuacTh y peMoie/IFOBaHH1 KPOBOHOCHHUX CY/IMH

e MeTalo14Hu NPOLEC [IUCTEIHY

* bepe yudacTs y nporieci 010CMHTE3y IUCTEIHY 13 CEpUHY

* bepe yyactb y MeTab0II4HOMY Ta KaraboJi4HOMY Mpoiieci L-cepuny

* bepe ydacTh y MeTa0OIIYHOMY IIPOIIECI CYTIEPOKCUTY

e MeTaboiuHu Mporec

 Ilpouec 610cMHTE3y aMIHOKHUCIIOT

* bepe yuactp y peryisiii mepenadi CUrHaay, OI0CepeIKOBAaHOTO OKCHIOM a30Ty

* bepe yyacTb y npoiieci 610CMHTE3y [IUCTEIHY Yepe3 [IUCTATIOHIH

* bepe yyacTb y nporieci 610CMHTE3y [IUCTEIHY

* bepe yuacTtb y TpaHccynabdypartii

* bepe yyacTtb y karabomiyHOMy npoiieci L-miucreiny

* bepe yuyactb y Mopdorenesi Mmo3ouka

 Peakiiist Ha piBeHb NOKUBHUX PEUOBHH

* bepe yuacts y 3axucTi JJTHK

* bepe yuacTb y HeraTUBHIN PETYIALIL allONTO3Y

* bepe yyacTp y kaTa00iYHOMY Ta META0O0JIIYHOMY MPOIIECI TOMOIMCTEIHY

* bepe yuacth y BiAOBI/1 HA (POJIIEBY KUCIOTY

* bepe yuyacth y BiAMOBI/1 KJIITUH Ha T1IOKCIO

* bepe yuyacTh y mATpUMIl JlaMeTpa KPOBOHOCHUX CYJWH



3axBoproBaHHs

(http://lwww.malacards.org/search/results?q=CBS):

['omorucTrHYpist BHACTIOK A€ DIUTY
[[MCTAaTIOHIH-0eTa-CUHTA3HU
['oMouucTunypist

['imepromorucTeineMis

T'omormcreinemis

AHeBpH3Ma aopTH, CiMeHa TopaKajibHa 4-i1 THII
CiMelHUM TUI aHEBPU3MU TPYAHOI A0PTU
Ta po3IIapyBaHHS a0PTH

3aXBOPIOBAHHS CITOJY4YHOI TKAHUHU
Cimeiina exromis Lentis

OcTteocapkoMa KiCTKH

Hedinut BiTaminy B12

Cunnpom Enepca—/laninoca, CyIMHHAN TUTT
Extomig Lentis 1, i3o1p0BaHa,
ayTOCOMHO-/IOMIHAHTHA

Cunnapom Mapdana

AHrionaris, crmajkoBa, 3 He(pormariero,
aHEeBpU3MaMHU Ta M'A30BUMU CyIOMaMHU
XBopoba Mos-Mos

Cunapom AueBpusmu aoptu Jloiica-/litia
biunuii amiorpodiunuii ckiepos 1

AOONOAOONONONNNNNNNNN

PWOOOUWOIOIIIIOPOIOIWOWE

AyTOCOMHO-OMIHaHTHA aTpo(isi 30pOBOTO HEPBA,
KJIacu4Ha hopma

AHeBpHU3Ma aopTU

Cunapom Enepca—/lannoca

Hediuut 3-riapokcu-3-metmintytapui-KoA-mia3u
AOIOMIHATILHE O’KUPIHHSA-META0OITYHUN CUHAPOM |
['inepiHcyniHEMIYHA TINOTIIKEeMIs, CiIMeiTHa, 2
Cunapom apTepiajabHOi 3BUBUCTOCTI

CrniakoBUM JIETEHEBUM aJIbBEOJISIPHUM MPOTETHO3
PinkicHa reHeTH4YHa XBOpoOa HUPOK

BpomkeHe nopyieHHs 1eTiKo3uItoBaHHA 1
JledekT cepiieBoi mpoBIIHOCTI

Eninencis

Hediuut kapHiTUH-NIANBMITOLITpaHcPepasu I,
iH(paHTHUIRHA PopMa

Hediuut 3-metunkporoHin-KoA-kapOokcuiasu
Po3BuTKOBa Ta eminienTuyHa eHiedanomaris 29
Eninencis, i1ionaTiyHa reHepaiizoBaHa
ApUTMOT€HHA KapA10MI0IIaTisi IPaBoro MUTyHOYKA
Po3nan ciekrpa aytusmy

Anakpuma, axanasis Ta CHHJIPOM HOPYIIECHHS
1HTEJIEKTYaJIbHOTO PO3BUTKY



UGT1A1l
c.-41 -40dup (Non-coding)
reTepo3uroTa
INHATOI'EHHUUA

[leit ren xomye UDP-mmokyponosuntpancdepasy, «GEpMEHT NUIAXYy DIIOKYpPOHI3allii,
AKAM TEPETBOPIOE MaJll JINO(MIIbHI MOJICKYJIH, Takl SIK CTEpOiau, OUIpyOiH, TOPMOHH Ta JIIKH,
Ha BOJOPO3YMHHI METa0OJITH, IO BUAUISIOTHCS. Llefi I'€H € YacTHHOW CKJIAJHOIO JIOKYCY,
sakuit koaye kiabka UDP-rimokypono3unrpancdepas.

JIokyc BKJIIOYa€ TPUHAAUATH YHIKAJbHUX aJbTCPHATUBHUX IIEPIIMX €K30HIB, 3a SKUMHU

CIIYIOTh YOTHUPH 3arajibHl €K30HH.
YoTupu 3 albTEpHATUBHUX MEPIINX €K30HIB BBAXKAOTHCS ICEBAOICHAMHU.

MyrTaliii B IbOMY I'€H1 IpU3BOAATH 10 cuHApomMiB Kpirnepa—Haitspa tumis I Ta I1 1 1o cunapomy
XKuneo6epa [RefSeq, munens 2008 p.]
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3rigHo 3 karaJjgorom
GWAS (https://www.ebi.ac.uk/gwas/search?query=UGT1A1l)
Oiomapkepamu JJi IbOTO ITeHY €:

* PiBennb OUTIpyOIHY

* PiBens OL11BEpAUHY

* BumiproBaHHsI METa0OJIITIB CUPOBATKU

* be3conHs

* BumiproBanus UDP-timrokyponosunrpancdepasu 1-6

* PiBeHb 3arajibHOTO XOJECTEPUHY

* PiBens O11Ka KpoBi

* BuMiproBaHHs X0JIECTEPUHY JIIMOMPOTEIIB HEBUCOKOT IIIILHOCTI
* ['imepOuTipyOiHEMIs

* BuszHaueHHs XOJIECTEPUHY JIMOMNPOTEIHIB HU3BKO1 IIIIBHOCTI
 JKoBuHOKaM'siHa XBOpoOa

* BuMiproBaHHS TUPOKCUHY

* BuMiproBaHHs NPOTEIH-TUPO3UHKIHA3U-0

* BiacoTok *upy B opraHizmi

* BuMiproBaHHS aJibJOCTEPOHY

* BuMiproBaHHA yparTiB

e MiHepaybHa MIIBHICTh KICTKOBO1 TKAHUHU XpeOTa




MoviekyJasipHa (PYHKIiSI TeHY
(https://glm.genecards.org/FindGenes?gene=UGT1Al&attribute=ontologies
&utm_source=genecards&utm_medium=banner&utm_campaign=genecards
&utm_content=banner_ontologies):

» 3a0e3IMeuye 3B'13yBaHHSI PETUHOEBO1 KUCJIOTH

* 3a0e3neuy€e aKTUBHICTh 1HT101TOPIB (DEPMEHTIB

* 3a0e3neuye 3B'13yBaHHS CTEPOIIIB

» AktuBHICTh UDP-riiko3unrpancdepaszu

* 3a0e3neuy€e akKTUBHICTh DIIOKYPOHO3WITpaHC(hepasu
» Tpancdepazna akTUBHICTh

e AKTHBHICTb IJIIKO3WJITpaHChepazu

 3a0e3neuye 3B's13yBaHHS (DEPMEHTIB

 3a0e3mneuy€e akTUBHICTh TOMOAUMEPH3Allll Ta TETepoAUMEpHU3allli O1jIKa



RAAARRARAAAARAAANAAL

DeHoTHII
(https://gim.genecards.org/FindGenes?gene=UGT1Al&attribute=phenotypes&utm_source=genecards
&utm_medium=banner&utm_campaign=genecards&utm_content=banner_phenotypes):

* 3aTpuUMKa MOBJIICHHEBOTO PO3BUTKY

» Eninencis

» TpuBana HeoHaTaabHA KOBTSIHUIISA

o JKoBTsHUITA

 [HTENeKTyallbHA HEJIOCTATHICTh

* [loripuieHHs/mOpyIICHHS TaM'sIT1

» 3HM)KEHA TKaHWHHA akTUBHICTH, UDP-rimtokypoHiiTpancdepasu
e [liBUIlIEHA KOHIIEHTpALlisl HUPKYIIOYUX TT€YIHKOBUX TPaHCaMIHAa3
 llopylieHHs ciiyXy

* HeonaranpHa rinepOutipyOiHeMis

* Ilapaniu okopyXoBOTO HEpBa

* AyTOCOMHO-PEIIECUBHE YCIaIKyBaHHSI

 JluTsya M's130Ba T1IIOTOHIA

 [leuiHKOBa HEAOCTATHICTh

* Tpemop

» Ennedanonaris

* 3aXBOPIOBAHHS KOBUHHUX IIJISAX1B

* Hekon'toroBaHna rinepoinipyOiHeMist

* HeonaranbHa HEKOH'IOTOBaHA TiepOUTIpyOIHEMIS



bioJsoriuHi npouecu
(https://glm.genecards.org/FindGenes?gene=UGT
1Al&attribute=ontologies&utm_source=genecard
s&utm_medium=banner&utm_campaign=geneca
rds&utm_content=banner_ontologies):

* bepe ydacTs y MeTaOOIIYHOMY HPOIIEC]
PETUHOEBO1 KUCJIOTH
* bepe yyacTb y BiANIOBI/I1 HA TOJI0TYBaHHSI

e Peaxiist Ha eTaHOI

* bepe yyactp O3BUTKY IIEUYIHKHU : :
|22 yp y * HeraruBHa perynsiiis mporecy MeTadoIi3My

* [lponec nimiaHOro OOMIHY
KUPHUX KUCIIOT

5 ' ®ee . . o c ®ee
bepe yuactb y xom'torawi Oiumipybiny * Bepe y4yacThb y HETaTMBHIN peryIsilii

* bepe yyactb y MeTaboII4HOMY IPOIIEC] . .
MEeTa0O0IIYHOTO MPOIIECY CTEPOIIIB

KCEHOO10THUKIB ; . .
* Bi1amoBiap Ha CTEPOIAU

* Bepe yuacTth v roctpoda3zoBii peakiii : . .
pey y pod DECAL BiamoBigs Ha MIFOKOKOPTUKOI N

* Bepe yuacTtph v peakii Ha NOKWBHI PEYOBUHU ] s .
pey Y Peaxil p * bepe yyacTh y KIIITHHHIN ITIOKYpOHI3aIlii

* bepe y4acTb y MeTaOO0IIYHOMY HpoLEeCi By e 7 ETmE

€CTPOTEHY

, , . HA TIIFOKOKOPTHUKOITHUNA CTUMYJI
* BianoBiaps Ha KCEHOOI0TUYHUNA CTUMYJI

* HeraruBHa peryssiis akTUBHOCTI

 Peakiiisi Ha OopraHivyHi peYOBUHU IOKYPOHOSHITPAHC(HEpAsH

. Bepe y4acCThb Y BIAIIOBIA1 HA JTIITIOIIOJIICAXaPU AN e HeraTurHa peFYH}IHiH KIITUHHOI

* Bianosiabs Ha TOPMOHAJIBHUAN CTUMYJI DTFOKYPOHi3awii

AOONOAOONONONNNNNNNNN
PUOLUVVOULOVILVIVILVIODLILOLY



3AXBOPIOBAHHS
(http://www.malacards.org/search/results?g=UGT1Al):

* CunapoMm Kpirnepa—Hatisipa, 1-1 tur, 2-i Tun
* CunapoM JKunnoepa
* ['tmepO1T1pyOIHEMIs, TPAH3UTOPHA CIMEHHA HEOHATAJIbHA

* [lopymieHHst 0OMIHY OUTIPYO1HY



Buxogsauu 3 KIIHIYHMX O3HAaK (()ECHOTHUII MAaIl€HTA), OLIHKH XapaKTepy
MOJICKYJIIPHUX TpOsBIB ((DEHOTHII TE€HYy), O10JOrYHHUX  (PYHKIHA TIEHY,
BUKOPHMCTOBYIOTHCS 1HII BUAY JOCIIKEHbD, SIKI 3MOXKYTh OXapaKTEPHU3YBaTH OKPEMI
riIkd MeTtadonizmy. Ile, mepin 3a Bce, O10XIMIYHE JOCIIIKEHHS aMIHOKMCIIOT,
OpraHIYHHMX KHCJOT, AllMKJIAPHITHHIB, MIKPOEJIEMEHTIB, METalB, KO(PaKTOPIB
1 BITaMIHIB, 0€3 SKMX T'€HM HE (PYHKIIOHYIOTh. YCl JOJATKOB1 OlOMapKepH

HOCSITh 1HJIMBIIyaJIbHUN XapaKTep 3aJICKHO BIJT CaMOl IEPCOHU — ITAIIEHTA.



KJIIHIYHUM AHAJII3 KPOBI
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OTprMaHnM KIIHIYHAM aHaI13 KPOB1 B JIMHAMIII]
NEMOHCTPY€E TUIIOBUH XapaKTep ''BIPyCHOI KpOB1'.

I € npuknIagoM Ay MOTTIMOICHHS OOCI1IKECHbD.

O




T'OMOILIUCTEIH

22.05. | 20.09. | 13.10. | 27.10. | 10.11. | 09.12. | 23.12. | 20.01. | 10.03. | 11.05. | 30.06. | 22.07. | 07.08.
2023 | 2023 | 2023 | 2023 | 2023 | 2023 | 2023 | 2024 | 2024 | 2024 | 2024 | 2024 | 2024
309,4|219,8|314,7|229,5(128,9|152,2(174,0|109,0(107,0| 95,9 [168,0|>50,0| 43,5
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BuBdeHMIT pIBEHh TOMOIIMCTEIHY SIK OCHOBHOIO OlOMapkepa IOPYILICHb
METa00MI3My METIOHIHY M 1HIOMX CIPKOBMICHHX AaMIHOKHCJIOT

IPOJIEMOHCTPYBAB TSHKK1 YPAKECHHS 0araTboX Ir'JIOK METa00I13MY.

HasBHICTh y NUTHHHU O3HAK JIATEHTHOIO 1H(MEKIIMHOIO ypa)KCHHS
(Ha cworogHi BoHO mpucytHe y 83-90 % mitel 13 HOpPYIICHHSM
HEPBOBO-IICUXIYHOTO PO3BUTKY) MOTpeOye OOOB'I3KOBOI OI[IHKU

IHQEKIIHHOTO CTaTycy.



BIPYCOJIOT'TYHHE JOCJII I KEHHA:

16.09.2022: 03.04.2023: 14.08.2023: 20.01.2024.
BEB, aHTutina IgM BEB, aHTutina IgM NHK BEB: BEB, aHTutina IgM
00 KancuaHoro aHTUreHy — 8USIBJIEHO 00 KancuaHoro aHTUreHy —

[0 KancuaHOro aHTUreHy —
12,214 (> 1,10 — nO3nTMBHWIA)
BED, aHTutina IgG

[0 KarcuaHOro aHTUreHy —
113,335 (> 1,10 — no3utneHUI)

11,153 (> 1,10 — no3uTnBHWNA)
BEB, aHTutina IgG

[0 KanCUAHOro aHTUreHy —
114,299 (> 1,10 — no3nTMBHIN)

155 koniti x 10°knimuH

0,2 (< 0,9 - HeraTnBHUN)
BEB, aHTutina IgG

[0 KanCuaHOro aHTUreHy —
142,8 (> 1,10 — no3nUTMBHWIA)

AnTnTina IgG [0 A4EpHOro aHTUreHy

BUpycy EnwTtenH-bapp —
177,2 (> 1,10 — no3nT1BHUI)




Caitu PoIaTHO-METIOHIHOBOT0 IUKJTY

MTHFR (677 C>T) — I'oM03HroTHe HOCilCTBO

MTRR (66 A>G)

Grandmother

Grandlather

©

CC

Molther

CT

Dauagmner Son

1T CT

Falher

@

CT

Son
€&
CT

— 'oMO3UTOTHE HOCICTBO

I'eHeTHYHE TECTYBAHHSA CIAAKOBOCTI 10 TPOMOO}iin

I'en F13A1 (103 G>T) — I'erepo3uroTHe HOCiiicTBO
I'en FGB-®i6punoren (455 G>A) — I'eTepo3urorHe HOCiHCTBO
I'er Cepminl, PAI-1 (675 5G>4G) — I'oM03uroTHE HOCIHCTBO
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e VITAMIN 3 ¢
Folic acid - -

26.09.23 | 13.10.23 | 27.10.23 | 10.11.23 | 09.12.23 | 20.01.24 | 10.03.24 | 11.05.24 | 30.06.24 22.07.24

11,4urimn | 812ur/mn | 22,8Hr/MA | 132,8 ur/mn | 130,3 ur/mn | 18,6 Hr/Mn | 36,9Hr/mMn | 385Hr/mMn | 33,9Hr/mn | 1> 24,00 Hr/mn
(3,89-26,8) | (3,89-26,8) | (3.89-26,8) | (3,89-26,8) | (3,89-26,8) | (>5,38) (> 5,38) (> 5,38) (> 5,38) (5,21-20)




/

VITAMIN
B12

22.09.23 10.11.23 09.12.23 23.12.23 20.01.24 10.03.24 11.05.24 30.06.24 22.07.24
314 nr/mn | 1>2000 nr/mn | 1>2000 nr/mMn | 13120 nr/mn | 13059 nr/mn | 883 nr/mn | 12907 nr/mn | 11178 nr/mn | 983,60 nr/mn
(197,0-771,0) | (197,0-771,0) | (197,0-771,0) | (187,0-883,0) | (187,0-883,0) | (187-883) | (211-911) | (211-911) | (200-1100)

Tonorpanckoobanamin 28.09.2023 : > 150,00 nmons/n (> ;!’,




Koponasipyc (S cnaiikoBoro 0iika SARS-CoV-2, kiiibKicHe BU3Ha4YeHHs1), anTuTL1a 1gG:

10.04.2023

22.05.2023

28.06.2023

PeuenTop-3B'a3ytounn gomeH S1
cnawnkoBoro (S) binka SARS-CoV-2:
117569,5 AU/mL

(= 50,0 — lNo3nTMBHMI pe3ynbTaT (BUSBIIEHI)
[NepepaxyHok SARS-CoV-2 IgG

B BAU/mL: 111074,9 BAU/mL

(= 7,1 — MNo3nT1BHUIA pe3ynbTar (BUSBMEHI)

PeuenTop-3B'a3ytounn JomeH S1
cnawkosoro (S) binka SARS-CoV-2:
111342,6 AU/mL

(= 50,0 — Mo3nTnBHUIM pe3ynbTart (BUSBMEHI)
[NepepaxyHok SARS-CoV-2 IgG B BAU/mL:
71190,6 BAU/mL

(= 7,1 - [Mo3nTuBHUM pe3ynbTar (BUSBMEHI)

PeuenTop-38'd3ytounn gomeH S1
cnankosoro (S) binka SARS-CoV-2:
11697,4 AU/mL

(= 50,0 — lNo3nTMBHMI pe3ynbTaT BUSBIIEHI)
[NepepaxyHok SARS-CoV-2 IgG 8 BAU/mL:
1199,0 BAU/mL

(= 7,1 — Mo3nTBHUIM pe3ynbTart (BUSBMEHI)




AHaJi3 BIJIbHUX aMiHOKHCJIOT KpoBi 22.07.2024 :

¢ metionin — 10,048 mmoas/a (0,011-0,027)
¢ taypuH — 10,136 mmouan/a (0,020-0,120)




IMYHOJIOTTYHE JOCJ/IIIKEHHA:

Y KIITHHHIA JaHIl IMYHITETY BIJHOCHE 3HMXKCHHS CyOHOITyJIsALN
T-nmimdonurie: CD4-kiniTuH 3 XennepHow akTUBHICTIO 1 CD8-KIITHH 3 KIJIEpHO-
cynpecopHoio akTuBHICTIO. [Ipu migdopi mpemaparis IN VIr0 CTUMYITIOOTY 10
MaJIi IMYHOIJTIOOYJ1H, OpOHXO-MYHaj, yMKajiop. Y TyMOpalbHIi JaHIIl
IMYHITETY MIJBUIICHHS KOMIUIEMEHTAPHOI AaKTUBHOCTI CHPOBATKH, PIBHS
rerepodiIbHUX IeMOII3UHIB Ta TUTPIB IMYHOITIOOYJI1HIB KIacy A CBIIYMTH HPO

HasIBHICTH 3aMajbHOIO MPOIIECY B CIU30BHX.



INOKA3ZHUKU CUCTEMMU 3I'OPTAHHA 24.07.2024 :

— ®daxrop XII - | 31,2 (50-150)

— ®daxkrop pon Bimneopanma (Ag) — 1163,9 ((41-126) (61-157))
— ®daxkrop pon Bimneopanma (Activ) — 136 ((38-125) (49-169))
— TIIporein C — |57 (70-140)

— Ilporein S (BimpHmiA) — 1120,1 (57,6-112,5)

— [mri6iTop miasminoreny — 1114 (89,3-112,1)




AHani3 nepediry XxBopoou, pe3yJibTariB 010XIMIYHOIO, MOJICKYJISPHO-TEHETUYHOTO,
B13yaJIbHOI'O METOMAIB JOCIIIKEHb, MPOAHAII30BaHUX 3a JOCTAaTHbO JOBIUM IEPIO/,
AEMOHCTpPY€E (PaKT TPUIECPHOrO BIUIMBY 1H(EKIII 1 HAa KOHKPETHY MNAaTOIrCHETHUYHY
IpyIly T€HIB 1, IK PE3yJbTaT, Ha HasBHICTh ()€HOMEHA CUHEPr1YHOI reTEPO3UTOTHOCTI,
sJKa, 3a CBIJYCHHSM Cy4YaCHHX JIaHHUX, € PE3yJbTaTOM BKJIIOYaHHS B IMATOJIOTTYHHHI
IIPOLIEC MITOXOHJIPIN Y BUIJISA1I MITOXOHAP1adbHOI TUC(PYHKIIT SK BTOPUHHOI (DOPMHU.

Po3ranykxeHuil €MIreHeTHYHUM CTaTyC, Ha Hally AyMKY, TaKOK BHOCHUTBH CBIM
OPUYMHHUAN BIUIMB Y BHUIISAAI 3MIHEHOIO METHIIIOBAHHS, SKE€ OOYMOBIJICHE
HOPYIICHHSIM (QYHKIIT (DOJAaTHO-METIOHIHOBOIO IIUKJY, IOE€JHAHOIO 3 TPUIEPHOIO
H1€10 BIpycHOI arpecii Emmreitn—bapp.

CkJ1agHe 3aXBOPIOBAHHS, SIK€ PO3BUJIOCA Y JUTHHH, B1IOMBAE CKIIQJHUN MATOICHE3
3aXBOPIOBAHb CHOTOJICHHS. | MIJKPECIIOE y4acTh y HOro PO3BUTKY MOPYIICHOI
CUTHAJbHOI CHCTEMH MITOXOHJAPIA BHACIIJOK HAKOMHWYEHHS CHUJIBHUX HETaTHUBHHUX
(bakTOpIB, K1 MOCTYIAIOTh y MITOXOHJAPIAJIbHUN MPOIECOp, SKI JISJIM MOCTYIIOBO
1 IIPU3BEIH 10 IIEBHOI'O BUCHAXKEHHS MITOXOHAP1aJIbHOI CUCTEMHU.



Bcmanoenenuit oiacnoz. Cumuepeiuna 2emepo3ucomHicmy. HASGHICMb MPbOX NAMOSEHHUX 2eHI8
(CBS ¢430G>C (p.Glul144Gln), CBS ¢.770C>T (cmop. Thr257Met), UGT1A1 c.-41-40dup (non-coding)),
06ox nesusnaveno2o 3nadenns (GRIN2D ¢.2945C>T (p.Ala982Val), KMT2A 36inbwenns (Exzonu 27-36))
ma n'smu Oobposkicnux (ACADS ¢.625G>A (p.Gly209Ser), CHIT1 ¢.304G>A (p.Gly102Ser),
FAH c.1021C>T (p.Arg341Trp), GALC ¢.1685T>C (p.lle562Thr), GALC ¢.550CT (p.Arg184Cys)).

Cnaokose nopyuieHHs O0OMIHY CIPKOBMICHUX aMIHOKUciom: lomoyucmunypis 6HACAIOOK Oeqhiyumy
YUCMAamIioOHIH-0ema-cuHmasy, ayMmoCOMHO-PEYECUBHUU Mmun YCnaoxyeawHs. Heeniunuti mpomo6o3
BHYMPIUHbOUEPENHOI 8eHO3HOI cucmemu 6 aHamuesi. [locmkosionuu cunopom. [lepcucmyroua ramenmua
EBB ingekyis. Tpomb03 6epxHbo20 calimaibHO20, 1i6020 NONEPEYH020, CUSMONOOIOHO20 CUHYCIB,
OKPeMUX NOBEPXHEBUX KOPMUKAIbHUX 86H HA emanax 360pOmHO20 PO3BUMKY 8 AHAMHE3I.

Hociticmeso nonimopghnux eapianmis eenis hepmernmie gponammuo-wemioninosozo yuxny (MTHFR (677 C>T),
MTRR (66 A>G) — comosucomne nociticmeo). Hocilicmeo nonimop@rux eapianmie 2enie cnaokogocmi
oo mpombogpinii (F13A1 (103 G>T), FGB-®@iopunocen (455 G>A) — eemeposucomue nociticmeo, PAl-1
(675 5G>4G) — ecomoszucommue nociticmeo). Bmopunna mimoxouopianena oucyuxyin. Ilopywenns

enicenemuurnoco cmamycy. Ilopyuienns ingopmauiinoi cucmemu MimoxoHOPIu.



IHamienTka B. 6 pokiB

Ckapeu na:
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3aTpUMKY MOBHOT'O PO3BHUTKY

(B TEKCHKOH1 OKpEMI CKJIaJik, CJI0Ba, O1/1HA (ppa3zoBa MOBA)
Hepo3yMiHHS 3B€pHEHOT MOBH

YacTkoBO pO3BMHEH]1 HABUKHM CaMOOOCITYyTOBYBaHHS
YacTkoBUM 30pOBUN KOHTAKT

[lorany KOMyHIKaI1rO

BuOipxoBe BUKOHAHHS 1HCTPYKIIIA

B1CyTHICTh BKa31BHOI'O KECTY

YacHukoBHUM 3amax 13 poTy

Y CTLIBIIl HENEPETPABIICHI PEIITKH 1K1



AHAMHE3 KUTTA

Bia apyroi BariTHOCTI Ha TJ1 aHEMIi Ta CTPECOBUX CUTYAILIIH.

[Tosoru nuIsiXoM KecapeBoro po3TUHY (pyoOelb Ha Mariil) Ha 38,5 THxK.
Bara npu Hapomkeni 3400 1, 3picT 52 cMm, mo mkaa Anrap 9 0aiis.
[’ pynHe BUTO0BYBaHHS /10 3 MIC.

MoTopHMI PO3BUTOK BIJITIOB1JIaB BIKOBUM €TarlaM PO3BHUTKY.

MoBHUI PO3BUTOK: T'YJIIHHS — 3 4 MIC, CKJIaau — 3 6 Mic, cjioBa — 3 12 Mmic.

BakiimaoBaHna.




AHAMHE3 3AXBOPIOBAHHA

B 1 pik nmepecrana pearyBaTu Ha 1M,
3yMIUHUBCS MOBHUM PO3BUTOK,
cTaja "3aHaaTo" CHOKIMHOIO.
[IpyyrHM 3M1HHA CTaHy BCTAHOBJIEHO HE OYJIO.
Y 2 pOKH HEBPOJIOTOM BCTAHOBJICHO:
CeHCOpHO-MOTOpPHA aallisl.
Pozmouaro 3adsTTa 3 J1I0OTONE0M.
Y 3 poku 6 MIC IMYHOJIOT'OM BCTAHOBJICHO:
XpOHIYHA BIpyCHA 1H(DEKIII.

[IpoBeneHo 2 Kypcu NpOTHUBIPYCHOI TEpaITii.



BIOXIMIYHUM ®EHOTHUII:

Bioximiunmii ananis kposi Hepsenn Jlucronaj
2021 2022
Binipyoin N 110,0 MkMoOJB/
3arajJibHuM (2-8)
1S On/a
AJIT N
(15-35)
130 On/a
ACT N
(32-69)
K . 121 MKMoOJaB/N1 127 MKMoOJaB/N1
€aTUHIH
g (27-42) (32-54)




KuliHiYHM# aHaII3 KPOBi

CivyeHb YepBeHb KBirennb YepBeHsb
2021 2021 2022 2022
Cepennsi KOHIEHTpAaList 121 MKMOIB/T 136,2 r/nn N N
reMOIJIO0iHy B ePHTPOLMTI (27-42) (32,0-36,0)
HIOE N 112 Mm/Ton N N
(mo 10)
Hlupuna N 134.4 fl N N
PO3MOiJy epUTPOLUTIB (35,0-46,0 fl)
0 0
MoHouuTH N 10,8 % N 19,15%
(2-10) (1,5-8,5)
4201/
JleiikouuTH N N (ﬁ’ :;_ 1o 6J; N
1,88 T/
HeiiTpodiau N N H, g N

(2,4-6,8)




AMIAK

JIroTnii YepBeHb
2021 2021

154 MKMOJIb/J1 50,9 Mmxmonn/1
(11-51) (11-51)

IHIPYBAT

JIroTuii TpaBeHsb
2021 2022

0,64 mr/mn 13,61 pmol/I
(0,3-0,7) (24-95)
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| Nrotun TpaBeHb BepeseHb
2021 2022 2023

TavbuH 10,166 mmonb/n \ M7 mrin
i (0,020-0,120) (<12)
10,082 mmonb/n
r N N
UL (0,014-0,078)
10,037 mmonb/n
A
e . SRR (0,001-0,017) N
: <o _ 10,112 mmonb/n
. r N N
ICTUAMH (0,024-0,085)
AcnapariHoBa 14 mrin
Kucnora (< 4)
19 mr/n
(<17)



055
( -l bakrepiojoriyHuM MOCIB i3 3iBY
\, (
/ S \\ Streptococcus viridans — 105 KYO
!
- \ Staphylococcus aureus — 10" KYO
4

Candida albicans — 10" KYO
Klebsiella pneumoniae — 103 KYO

Candida albicans Klebsiella pneumoniae



BIFTEAMIIE] 1

CiyeHb UepBeHb [ pyaeHb TpaBeHb bepeseHb
2021 2021 2021 2022 2023




BIPYCOJIOT'TYHE JOCJIKEHHSA

Antuntina 1gG no xancumgHoro antureny Bipycy Emmreiini—bapp — 1175,2 S/CO (> 1 — 1o3uTHUBHO)
Antutina IgG no pannboro antureny Bipycy Enmreiitn—bapp — 35,95 Oa/mn (> 22,0 no3uTuBHUI)
Antutina 1gG no saeproro antureny Bipycy Emmreitn—bapp — 160,3 S/CO (> 1,1 mo3utuBHUN)

Envelope proten

Herp. simp. virus 1,2 — 11,5 ( cepenne BipyCHE HABAHTAKEHHS )

Envelope

e Yiral genome

Nucleocapsid

Viral tequment



AHAJII3 OPTAHIYHUX KUCJIOT CEYI

Bussiieni 3MiHM MeTa0O0JIITIB.

JlloTUn
2021

- HaamipHe 3pocTaHHA 6akTepin y LUKT

- HeMo’KHa BUMKIIOYUTU HEAOCTATHICTb
TpunTodaHy Ta /abo CEPOTOHIHY

KBiTeHb TpaBeHb
2021 2022

-HagMmipHe 3pocTaHHs 6akTepin y LUKT
- HenpoTtpaHcMmiTepis

- HepocrtatHocTi B2, B5, 6ioTUHY 3MiH

- MigBULLEHMX NPU NPUMOMI TXKi, HE BMABNIEHO

6arartoi nonipeHosaMu Ta
dnaBoHOIAaMM



BiTamin B12

UepBeHb
2019

NoTun
2021

TpaBeHb
2022

JlnneHb
2022

[pyneHb
2022

bepeseHb
2023




T'OMOLIUCTEIH

Homocysteine

Trans-sulfuration

VEIRIONINE

GYSTEINE




ADRENALINE

HEUPOTPAHCMITEPHA

JIroTui bepesensb Yepsenb bepesenn
2021 2021 2021 2023
Axpenain 1175,2 1 527 ur/a N 1135 ur/a
AP (> 22,0 no3uTHBHMIA pe3yJIbTAT) (0,00-125) (<82
) 11073,00 Hr/n
HopaapenaJin N (0,00-600,00) N 11299 ur/a (< 499)
OH
HO
MNH -
H

Noradrenaline




MNHOJIMOP®HI BAPIAHTU TI'EHIB

MTHFR A1298C GT (rerepo3urora)
MTRR  A66G AG (rerepo3urora)
CBS A13637 G CT (rerepo3urora)
MTHFR A1298C GT (rerepo3urora)

MTHFR G18861A CT (rerepo3urora)
MTR G74984T GT (rerepo3urora)
MTRR  C524T TT (marosoriuHa roMo3urora)
NOS2 C1823T AG (rerepo3urora)
NOS3 G6797A AG (reTepo3urora)
PEMT 117023592G GT (rerepo3urora)
TCN1 G4939288A AA (marToJioriuHa roMo3urora)
TCN2 A8700G AG (reTepo3urora)

JIakTO3HA HEeTOCTATHICTH - TOoMO3UTOTHE HocilicTBO C/C



MATHITHO PE3BOHAHCHA TOMOI'PA®ISI
(rpynens 2022)

BusiBieHe B TKaHHMHI TOJOBHOIO MO3KY 30UIBIICHHS KOHIICHTpAIlll ajaHiHy Ta HOTro
MOX1JIHUX, HAJJIUIIKOBUM BMICT SKMX € HEUPOTOKCUYHHUM, 1, KPIM TOTO, CIPUUYMHSIE 3pOCTAHHS
BMICTY DJIyTaMIHy 1 DIyTamMary — CHOJIYK, TaKOXX MOTEHI[IMHO TOKCHUYHHUX JJI TOJOBHOTO
MO3KYy, IO PO3BHBAETHCA, MOXKE CHPUYUHUTH 3aTPUMKY MOBHOTO PO3BUTKY JUTHHM.
BigoOpakeHHsIM BHUSBJICHUX OCOOJIMBOCTEH IepeOpasbHOrO METa0O0JI3My € 3HHUKCHHS
MITOXOHAPIaJIbHOI AaKTUBHOCTI HEUPOIUTIB Yy MOCHIPKCHUX JUISTHKAX TKAHWHU TOJOBHOIO
MO3KYy, a TakoX IIOpylIeHHs OajaHcy MK 30yKYylOUMMH Ta  TaJbMIBHUMHU
HelpoMeaiaropaMu.  BusiBlieHa ~ CIEKTpajdbHAa  KapTWHA: 3MEHIIEHHSI  MOPIBHSAHO
3i cmocTepe:xxyBaHUM 151 BikoBoi Hopmu, NAA/Cr, 36iasmennss Cho/Cr, Ta 30iabueHHs
MINs/Cr no3BoJisie NMPUNYCTUTH HASIBHICTHL BPOAKEHOT0 MOPYIIEHHS MeTad0.1i3my,
IIYyCKOBUM MEXAaHI3MOM [UJI MPOSIBY SIKOI0, 3 HAWOLIBIIOKW WMOBIPHICTIO, 0YyJ10
FiNOKCUYHO-IIIEeMIYHE  YpPasKeHHH  TKAHMHUA  TOJIOBHOIO0O  MO3KY B  Iepioa

BHYTPIIIHbOYTPOOHOT0 PO3BUTKY.



Internal Carotid Artery

% External Carotid Artery

,'J. :l_fi‘_fjmﬁ
~_",

Common Carotid
Artery

V1 : 1!
Vertebral Arte 3
P

OynnekcHe ckaHyBaHHSA
eKCTpaKpaHianbHuX Bigainis bpaxiouedanbHMX cyauH

Ta TPaHCKpaHianbHe AynneKcHe ckaHyBaHHsA (noTumn 2022):

CTPYKTYPHUX 3MiH no3avepenHux bpaxiouedanbHux apTepiit He BUSIBIIEHO.
HenpsimonininHicts npasoi MNA nuwe Ha pisHi C6.

Acumetpis kpoBoToky 3a A y cermenTi V4 (D<S Ha 33 % 3a Vmean)



PE3YJIIBTATU MOJIEKYJIAPHO-'EHETUYHOI' O JOCJIILIXXEHHSA
BusiBiieno:
PTEN NM _000314.4: c.1037A>G p.(Tyr346Cys) Heterozygous Uncertain significance
KIF23 NM_138555.3: ¢.313A>T p.(Asn105Tyr) Heterozygous Uncertain significance
seq[GRCh37] del(chrl7) (q23.3923.3) chrl7:g. (62481260 62487690)x1 POLG2
NM_007215.3 Exon 4-5
seq[GRCh37] del(chrl7) (q23.3923.3) chrl7:g. (62490703 62492807)x1 POLG2
NM _007215.3 Exon 1Heterozygous Pathogenic
COL6A3 NM_004369.3: ¢.7447A>G p.(Lys2483Glu)
GPR179 NM_001004334.3: ¢.984delC p.(Ser329fs) Heterozygous Pathogenic
HEXA NM_001318825.1: ¢.838G>A p.(Gly280Ser) Heterozygous Pathogenic




PTEN
NM_000314.4: c.1037A>G p.(Tyr346Cys) N/A
Heterozygous
Missense Uncertain significance (class 3)

[{e# reH OyB 1IeHTU(DIKOBAaHUH K NYyXJIMHHUM CYNPECOP, IKU MYTY€ Y BEJIUKIN
KIJIbKOCTI BH/IIB PaKy 3 BUCOKOIO YaCTOTOI0. B1JIOK, SKMI KOAYETHCS IIUM I'€HOM,

e pocharnamiaino3urton-3,4,5-rpudocdar-3-pocdarazoro [RefSeq, mormit 2015 p.]

Chr 18

pl12.1
pll1.22
p11
q11.23

i |

|
g21.3

3

3

jl

'l--l-

d

[
026.3

q26.2

Bl 3
pl5:.1
pld
P13
pPli-=21
Pld.£

Il 1 X




MOJIEKYJISIPHA ®YHKIIS TEHA
(https://www.genecards.org/Guide/GeneCard#go):

« 3albe3rieuye akTUBHICTh (pocPaTuauiiHo3uTON-3-pocdar dhocdaraszu
* 3albe3rieuye akTUBHICTH (pocPomnpoTeindocdarazu

 3abe3reuye aKTUBHICTD IIPOTEIHY cepuH/TpeoHIH pocdara3u

» 3albe3reuye aKTUBHICTh IIPOTEIHY TUPO3uH(DOCPaTazu

» 3ale3neuye 3B'a3yBaHHS 3 O1IKAaMHU

» 3ale3rieuye 3B'sA3yBaHHS JIIIIB

» 3ale3neuye akTUBHICTh (hochaTuauniHo3uTo-3,4,9-Tpudocdar-3-bocdaraszu
* T'igposazHa aKTUBHICTH

* AKTHBHICTH (ocarazu

* 3abesnedye akTUBHICTH Mio3uH(MOChaTa3n

* Jlo3Bousie mpuB'a3yBaru 1oMeH PDZ

* 3abe3neuye 1ICHTUYHE 3B'A3yBaHHS 3 OUIKaMu

» 3abe3rieuye yOIKBITHH-CIICIU(IUYHE 3B'I3yBaHHS MPOTEa3n



®OEHOTHII
(https://www.genecards.org/Guide/GeneCard#HPO):

EK30C€T03 30BHIIIIHBOTO CIYXOBOIO MPOXOAY
['imepocro3 uepena

Kpaniocunocto3

3agepTyil KIHYMK HOCa

[Tporpecyroua makpouedaris
['eHepanizoBaHU MIOKJIOHIYHUI Hama/1
Bnasnene nepeHiccs

Crenoxkapais

DyHKIIOHATbHI HEBPOJIOT1YHI BIAXUJICHHS,
MOB's13aH1 3 TUCHYHKIIIEIO TMIPAMiTHOTO TPAKTY
Tpom6odeodiT

AprepialibHUN TpoMO03

3MEHIIICHHS [UPUHU Yepena

Hedextu OynoBu 1 PyHKIIIT MIETIHOBUX 000JIOHOK
017101 p€4OBUHU TOJIOBHOTO MO3KY

3aTpUMKa MOTOPHOTO PO3BUTKY

PanroBa cepuieBa cmepTh

Persistent ductus arteriosus

3acrTiiiHa ceplieBa HEJIOCTAaTHICTh

AHoMaJibHa MOP()OJIOTisl CepLIEBO-CYAMHHOT CUCTEMU
Jledekt mixknepeacepaHo1 Meperopoaku
AnHomanbHa MOp(doJIOoris ceplist

I I O N I I I I R I L D B B B B I

WO UOOUWOIWIOIIIIOIPOIOIWOWE

[moGanpHa 3aTpUMKa PO3BUTKY
KorHiTuBH1 MOpyIeHHs
['emimeranenuedanis

Jlerenesi Oyiun

Kicra nerenis

MogHa anpakcis

AnoMaiibHa Mopdosoris datonieBux Tpyo
[Ti3H1¥1 TOYaTOK y MOJIOJOMY BIIIi
3HUKEHA MiHEpalibHA MIUIBHICTh KICTOK
I'emineris/reminapes

[ 11yHKOBO-KMIIIKOBA raMapToMa
[HTENnekTyanbHa HEAOCTATHICTh, BaXKKa
Knunonaktumnisa 5 manbis
I'iaponedanis

[HTENnekTyasbHa HEAOCTATHICTh
JledbinuT yBaru 3 rinepakTUBHICTIO
3aTpuMKa MOBJIEHHEBOTO PO3BUTKY
ATpodis cKkeneTHUX M's31B

AHOMaJIbHO 3HM)KEHUH PIBEHb IMYHOIIIOOYIIIHY B KPOBI
CuHApOM BUCHAKEHHS

AcumeTpis rpyaHO1 KIIITKA



Mo3oukoBa aTakcis

Husbkuii 3pict

CnalkicTh M's131B UEPEBHOI CTIHKU
KoprukanpHa aucrurasis

3MEHIIICHHS Baru

Bucoxwuii 3pict

Makpocowmis mioaa

[HTENeKTYaIbHA HEIOCTATHICTD, JIETKA
HenpomnopiiiitHo BUCOKHII 3piCT
OxupiHHs

TBepa muiika i1 HKiporo
BenTpikynomeranmis
AyTOCOMHO-/IOMIHAaHTHE yCHaJKyBaHHS
3aTpuMKa PO3BUTKY BEJIUKOi MOTOPUKH
AyTOCOMHO-/IOMIHaHTHA MYTaIlisi COMaTUYHUX KJIITHH
Jlucmiasis Mo304Ka

Jlimdoigna By3oBa rimepruiasis
['enatomeranis

Crearo3 ne4yiHku

['inepMoOUIBHICTH CYTI001B

CKyTiCTh CyI1001B

BuBux crerna

Aptpur

W Y 9V VY VY DYV VDY DY WYy wwe e

POOUOUWOUWOPIOOIOWLOOEOIWOWE

Mikporiedanis

Bununanus yepena

['onoBHMIT O611h

[Tapaniy yepenHux HEPBIB
KomyHikaTuHa rijgporedantis
M's130Ba ¢c11aOKICTh
Henopo3BruHeHHs YepB'sika MO30YKa
Baxkka 1H(eK11g BITPSAHOI BiCTIU
AHoManbHa MOP(hOIOTiS MO30YKa
Eminerncis

MakpoaakTuiis

['enepanizoBaHa rimoTOHIS
[Iupoki BeIUKI MaIbIll
['imoTonycC

AHoMais 3an'scTs
bpaximaktumis

KaprnmHoma siedHHKIB

HoBoyTBOpeHHS HUTOMOAIOHOT 3aJ103U

ApTepioBeHO3HA MaJIb(opMalrist
HoBoyTBOpeHHS MOJIOYHOT 371031

HoBoyTBOpeHHsI IEHTpaJIbHOI HEPBOBOI CUCTEMU

[IpeakcianbHa MO TAKTHIIIS] KHCTI
AHoManpHa MOP(hOJIOTis MabIliB
AHoOMaJsbpHa M'ssICTKOBa MopdoJioris



[MomgakTraist KUCTI

JloOposikicHa MyXJIMHa OKa
Karapakra

KopoTko3opicTh

['eTepoxpoMist pailTy>KKu
Teneanrioekrasii

[ToToBuIeHa miKipa

YucneHH1 HEBYCH
['iromirMeHTOBaH1 AUISHKY MIKIPH
KaBepHo3Ha remaHrioma

Cutis marmorata

ITigmkipHa jgimoma

I'emanrioma

MHOXHWHHI JIITOMU

Jlimpenema

AHoMaIisg MIrMeHTAaIlll MKIPH
JIBOCTOPOHHIM TOHIKO-KJIOHIYHUNA OPUCTYT
3 TeHepajI130BaHUM ITOYATKOM
Kaninspua manbhopmartis
Bapuxkouene

3aTpuMKa HEPBOBOTO PO3BUTKY
[Tamiyioma

Benosna mansdopmariiis
Posmmmpenns npoctopiB BipxoBa—Pob6ina
AHOMaIisi MaTKH

W Y 9 VY VY DYV VDY VDY WY wwe wwme

POOUOUWOUOWOOIOWLOOEOEWOWE

301IbIIICH] MOTIKICTO3HI SEYHUKN
JIMBEPTUKYIIN TOBCTOI KUIIIKU
[TomniKICTO3 IEUHUKIB
PeniunuByrounii cepenHii OTUT
[IporHarisi HIXKHBOI IIeJIenH
PeruauByrodi 1HQeKIii
[TinBumenuii pisess IgM
AyTOIMYHITET

[TopyuieHHs ciyxy
JlimboumToneHis

AHoMasibHa MOp(]oJIOTist 31HUII
JlicruiacTUYHa TaHNIOIMTOMA MO304YKa
CkeneTHa qucruiasis

ITnama Cafe-Au-Lait

Kapuunoma mutononioHoi 3a5103u
HoBoyTBOpEeHHS HiIIITyHKOBOI 3aJ1031
Menanoma

Meninrioma

Onironenaporiaioma

Genu recurvatum

[ToBTOpHI NEpesioMu

Kidos

3aTprMKa J103piBaHHS CKeJIeTa
HupkoBo-KJIITUHHUN pak
I'eHepasizoBaHuii TilepKepaTos3



Pedpakrepna anemis

Ckomio3

JlimbaneHonaris

AHeMis

Bucoxke, By3bke miHEOTHHS
Kapunaoma

Petpy3ist cepelHbO1 YaCTUHU 00Uy Ys
3011bIIEHA OKPYKHICTh TOJIOBU
Kapuunoma engomerpist
Jonmixouedanis

MikporHaris

[TocTHaTanpHa Makpouedaris
Makponedanis

Jlimdpoma

[TyxnuHu

HanmipHa akTUBHICTH IIUTONOAIOHO1 3aJ1031
AHoMasibHa MOP(OJIOTisT KUIIIEUHUKA
PennnuByroua pekraibHa KpoBOTEUA
I'imotupeos

301IbIIIEHU MO30YOK

KicTtkoBa kicra

Jlinoma

Kaninsipna remanrioma

Knitnaauit imyHoaegiuur

W Y 9V VY VY DYV VDY DY WYy wwe e

POOUOUWOUWOPIOOIOWLOOEOIWOWE

AHOMaJISI CyIUHHOI CUCTEMH

KumkoBa kpoBoTeua

AHOManpHa KpOBOTEYA

[aBarinamisa

[Ti1BUIIIEHHS] BHYTPIIIHHOYEPEMHOTO TUCKY
Kopotkuii Hic

BeHo3Ha HEIOCTATHICTh
AJIECHOMAaTO3HUH MOJII03 TOBCTOIT KUIIKU
[TopyiieHHS! MOBHOTO PO3BUTKY
HoBoyTBOpEeHHS Ha MIKIPI

AHOMaJIbHA TITMEHTAIIIsl CITKIBKH
BigmapyBaHHs CITKiBKH

PeunauByrodi iHEKI[lT BEpXHIX

1 HIOKHIX TUXAJIbHUX [UISIX1B

['imoriasist croBOypa MO3KY

2KopcTke Bonoccs

KonopekranbHuil momino3

Bunyxmnuii 100

[Tanynu

AKpoKeparo3

[Tonino3 KuieyHuKa

['eTepororis Cipoi peuoBUHU
MikpocTomis

AHoMaJibHa MOP(}OJIOTisI TOBCTOTO KUIIIEUHUKA
Yopni dexanii



[IpoTeiHOBTpaTHA eHTEpONaTis

[ 11yHKOBO-KUIIIKOBUM KPOBOBUJIUB
['enepanizoBaHuii TipCyTU3M
JlereneBa eMOoJIis
BayTpinmHb0ouepenHuii KPOBOBUIINB
Jucbamanc xoau

[Tonimikporipis

ATOHIYHUI Hamaj
Bponxoekrarnuna XxBopo0Oa

[Topok po3BUTKY pu PopMyBaHHI JIETEHEBUX YaCTOK
[THeBMOHISI

Mo304KOBHH TPEMOP

Bunananss npsmoi KUIIKA

binb y KuBOTI

Hynora 1 6atoBanHs

Hiapes

Benukuii 100

['ineprenopusm

ToBcTi HOCOBI KpHJIa

Arene3is 3y0iB

EninepmanbHuii HEByC

Biakputuii npukyc

[ITarpenesa msimMa

CanbHl aeHOMHU
['emanriobnactoma

W Y 9 VY VY DYV VDY VDY WY wwe wwme

@ U 00U eaeeeELeeae

HoBoyTBOpeHHs1 MaTKu

d10poajiecHOMa MOJIOYHOI 3aJ103U

di6poma

AJleHOMa IIUTOMOI0HOT 3271031 XepTie
DomiKkylIsIpHa KaplIMHOMA MUTOMOA10HOT
3aJI03U

[lepexiTHO-KIITUHHUN paKk CEYOBOro Mixypa
["amapToma CiTKiBKHU

[TosiBa 03HaK 200 CUMIITOMIB 3aXBOPIOBAHHS
y BiIli BiJl 28 AHIB 10 OTHOTO POKY >KUTTSI
['amaproma

[Nnepmnazis Tumyca

BanbrycHa nedopmariis

Jlitikorioai6Ha aedopmaltis rpyaHo1 KIITKA
CepeaHbOKII0OUYNYHA T1IT0II1a31s
XapakTepu3y€eThCsl HEIOBHOIO MEHETPAHIIIEIO
Miomnaris

Cupenomerntist

MenanonutapHuii HEBYC
JI0JIOHHO-TT1I0IIIOBHA KEePaTOAEPMist

Cutis laxa

JIoJTIOHHO-TII0MIOBHUMN T1EPKEPATO3
Acumertpist o0nuays

Hesyc

3MEHIIIEHHS M'sI30BOT Macu



MiodiOpunsipHa Miomnartis

Baxka indexiisa Bipycy Enmreitna—bapp
Baxka dopma nuToMeraaoBipycHoi 1HMEKIi
PebepHi ex30cTO3M

Tupeoinut XammmMoTo

HenykpoBuii niabet

[Touarok y nopociux

300

AJleHOMa IIUTOMOA10HOT 3271031
AHOMaJIisI NIMTOBU/IHOI 3aJI03H
AHOMaJIis apamrTonoaioHo01 3a103U
Kapio3Hi 3you

AHomanbHa Mop@doJioris 3y0Ho1 emai
I'iHekomacTis

KopoTtkuii mpoMi>KOK yBaru
[TonigakTuiist cronu

AyTH4YHa TOBE/IIHKA

JlimogucTtpodis

AyTuszm

[IIupoxka ¢ananra naiabIliB
CruieHoMeratis

EnigepManbHuii HEBYC

Bucoke ayromnoaioHe migHeO1HHS
IIponTo3

EnikanTanbpHa ckiagka
XoplopeTuHaabHa KOJIoOoMa

W Y VY VU VY PP YV VDVVY BDDVY ey ey e

WO OOUWOIWIOIIIIOIPWOOIOIWOWE

AHomanbHa MOP(GOJIOTisE 30pOBOTO HEPBA

E3oTrpomis
CHUHOAKTIIIIA MaJIBIIB
301nbIIeHE OYHE SOTYKO
['imormikemist
AHoMalibHa (hopMa TUT XpeOIiB
['mayxoma
[Tto3

AHTHMOHTOJIOITHUM pO3pi3 ouen

KocookicTh

Hedopmarris mmi

[Iupokuii HiC

Benuki Byxa

Hwu3zbko mocamkeHi Byxa
[Tupoke yomno

JoBruii piasTp

301IbIIeHHS BUCOTH OOJIHYYS
Kopotke nigoopiaas
['imoriasist BEpXHBOI IIETISIH
Kpyrne obnuuus
['inoansOyMiHeMIs
bopo3HucTum sA3uK
KapunHomMa MOI04HO1 321031
Makporiocis

Bigkputuii pot

By3bke nigHeO1HHSA



Kicra sieunuka

Kicta Hupku

3011bIIEHAa HUPKA

AHOMAaJIIsi HUPKHU

Jlimdoinna HOysIpHA TINepIUia3is KUIICYHUKA
[TopyiieHHsI MPUKPITJICHHS CITKIBKY 1] 4aC PO3BUTKY
[{enTpanbHa reTepoxXpomisi

AHeBpHU3Ma aopTu

AHOMaJIbHUN PO3MOJLT MiAMIKIPHOI )KUPOBOi TKAHUHU
['enepanizoBaHa rimeprirMeHTaIlis

[TiamKipHUA KPOBOBWIIMB

By3bKkuii BHYTPIIIHIN CITyXOBUH TPOX1J

["'amapToma KOH''OHKTHUBU

Exk3ocTo3u

['inepocTto3

Jlimpanrioma

BicuepanbHuii anriomaros

I I I I I I I I R B I I G I L I

WOOOUWOIWIOIIIIOPOIOIWOWE

Bponxorenna kicrta

Jlimdonenis

Hallux valgus

HeperynspHa rineprnirMeHTaIis
CynvHHI aHOMaJli MIKIpU
Tupeoigut

HoBoyTBOpEeHHS KOpY HATHUPKOBUX 32103
HoBoyTBOpeHHS sieuHNKa

Hanmipna 3MopiiikyBara mikipa
Teneanriekrasii cIM30BO1 000JOHKHU
AcUMETpis BEpXHBO1 KiHIIBKU
PenmauByrounii TOH3WIIT
AcUMETpisl HIXKHIX KIHI[IBOK
ACHUMETPUYHUN 3pICT

XPpOHIYHUY TaltMOPUT
HoBoyTBOpeHHs JieTeH1B
HoBoyTBOpeHHs TMYyCa



BioJsioriuni nmpouecu
(https://www.genecards.org/Guide/GeneCard#go):

bepe yuacts y HeratuBHi# perysiii ¢hochopuatoBanHs OiTka
bepe yuacts y nedochopriroBanHi Oi1ka

[Tpouec nimigHOrO OOMIHY

bepe yuacts y nportieci 6iocunTesy hocharuanaiHo3UTOIy
bepe y4acTp y anonToTH4HOMY IpOLEC]

bepe yuacts y HEMpOH-HEHPOHHIN CUHANITUYHIN TIEpeiadi
Po3BUTOK HEPBOBOI CUCTEMU

bepe ydacTps y po3BUTKY LEHTPAJIbHOI HEPBOBOI CHCTEMU
bepe y4acTp y po3BUTKY cepus

bepe yuacts y HaB4aHHI a00 mam'siTi

bepe yuacTh y pyXoBiii OBEmiHIT

bepe y4acTb y MO3UTHUBHIN peryssiii

nposidepanii KITHHHOT MOy

bepe y4yacTb y HEraTHUBHIHN peryssiii nepexomy

SMITEeNII0 B ME3CHXIMY

bepe ydacTp y perymsiii po3BUTKY IPOEKIlii HEHPOHIB
bepe y4yacTb y HeraTUBHIM peryssiii pO3BUTKY MPOEKIIil HEHPOHIB
JHedochopumtoBanns

bepe yuyacTtp y mirpartiii KIITHH

bepe y4acTh y po3BUTKY 3y0UacTOi 3BUBUHU

bepe y4yacTh B akCOHOT€HE31 HEUPOHIB

LIEHTPaJIbHOI HEPBOBOI CUCTEMHU

bepe yyacTh y HEraTuBHiN peryssiii KJIITHHHOI MITpalii

W Y 9 VY VY DYV VDY VDY WY wwe wwme

WO OOUWOWOIIIIOPOOIOIWOWE

Bbepe yuacts y perynsuii crabiibHOCTI O171Ka

bepe ydactp y miaTpuMII Mi€JliHY IIEHTPAJIbHOI HEPBOBOL
CUCTEMHU

bepe yuacts y perymsiii po3mipy KJIITHHHOTO KOMIIOHEHTa
bepe y4yactb y HeraTUBHIHN perynsuii

dbochopuroBaHHS MENTHAWICEPUHY

bepe yuacth y peaxiiii 6araToKIiTHHHAX OPTaHi3MIB Ha CTPEC
bepe yuacte y mepenadi curnany GochaTuarmiiHO3UTON
3-KiHa3u/mpoTeinkinazu B

bepe y4yacTs y HeraTuBHI# peryssiii akTHBHOCTI
UKJTIH-3aJIE)KHOT TPOTETH CEPUH/TPEOHIH KiHA3H

bepe y4yactb y HeraTuUBHIHN peryssiiii pocTy OpraHis

bepe yuacts y nedochopmtroBanti ¢hocharuauaiHO3UTOITy
bepe y4yacTs y HeraTuBHIM peryssiiii akcOHOTeHE3y

bepe y4yacts y HeraTuBHIHM peryssiii KIITHHHOTO CTapiHHS



3axBOprHOBaHHA
(https:/Amww.genecards.org/Guide/GeneCard#unified_disorders) -

Cunapom Koynena 1

Makporiedanisi/CHHAPOM ayTU3MY

Pak nipocraru

CropuiiHATIMBICTD 10 TIIOMH 2

Cunnpom Koynena

[11OCKOKIIITUHHUM pak roJIOBH Ta U1
Meninrioma, ciMmeiHa

[IpoTreit-noniOHUM CUHIPOM

VACTERL 3 rigponedarniero

['emanrioma

[11OCKOKIIITUHHUM pak ropTaHi

Pak eniomerpis

CermMeHTapHHI BUPICT-JIINIOMATO3-apTEPIOBEHO3HA
MaJib(popmMalig-CHHAPOM €I1IepMaIbHOTO HEBYCa
Cungpowm IIpores

KomrnekcHa kopTHKalbHA AUCIIIA31sa

3 IHIIMMU BaJlaMU PO3BUTKY TOJIOBHOTO MO3KY 14a
Meninrioma

['emimeranenuedanis

[epebpasibH1 OPYIIEHHS 30PY

TocTpuit MerakapionuTapHUi JEUKO3

=
e

™
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Pak mutonoai0Ho1 3a1031, HEMEYJISPHUM, 2
Imynonedinut 14a 3 mimdonpomidepariiero,
ayTOCOMHO-/IOMIHAaHTHUM

Menanoma

AyTuszm

Pak sieqyHuKIB

Jp1OHOKIIITUHHA KapIIMHOMA JIETEHb
Judy3Ha BenukokIiTHHHA B-kniTuHHa diM@poma
PaboMmiocapkoMa

3aXBOPIOBAHHS HEPBOBOI CUCTEMU

Pak nurynka

CuHApOM CagKOBOTO PaKy MOJIOYHOI 321031
Cunapom Becta

Pak Mon04HO1 3a11031

Pak cedoBoro mixypa

Bpomkena anomasis HEpBOBOi CUCTEMU
Mikpouedanis



KIF23
NM_138555.3: ¢.313A>T p.(Asn105Tyr)
Heterozygous
Missense Uncertain significance
(class 3)

bi10K, SIKMM KOAYETHCS MM I€HOM, € YJIEHOM POJAWMHM KIHE3WHOMOmIOHMX OuikiB. Ile cimelcTBO
BKJIIOUAE 3AJIEKHI B1JT MIKPOTPYOOUOK MOJICKYJIAPH1 JIBUTYHH, SIKI TPAHCTIOPTYIOTh OPTraHEIN B KJIITUHAX
1 MEPEMINIYIOTh XPOMOCOMHM I/ Yac NOAUTY KINTHHH. Byno mokaszaHo, 10 1€l OLIOK MEepETHHAE

aHTUIapaJIe]IbHI MIKpOTPYOOUKH Ta KEPye pyxoM MikpoTpyoodok in vitro [RefSeq, mumens 2013 p.]

Chr 15

1
« 3
1

p13
p11.2
011.2
iz
gi3.
g13
14
q15
921.1
1
24.1
024.3

pi1z
qz
q
q26.3




MOJIEKYJISAPHA ®YHKIIA I'EHA
(https://www.genecards.org/Guide/GeneCard#go):

* 3B's1I3yBaHHS HYKJICOTH/I1B

* PyxoBa aKTHUBHICTH LIUTOCKENIETA | /
 3a0e3neuye pyxoBy aKTUBHICTh MIKPOTPYOOUOK

 3abe3neuye 3B's1I3yBaHHS 3 OLJIKAMU -'
 3abe3neuye 3B's13yBaHHSI ATD

* 3abe3neuye 3B's13yBaHHS MIKPOTPYOOUOK '
 3a0e3neuye akTUBHICTD riipoinizy AT®




DeHoTHUII
(https://www.genecards.org/Guide/GeneCard#HPO):

o [lo¥MKkuTOUTO3

* Husbkuii 3picT

* AYTOCOMHO-JIOMIHAHTHE YCHaJKyBaHHS

* [ligBUILIEHHS PIBHSA MMEUYIHKOBUX TpaHCaMiHa3

* TonmoBHUI O11b

* [liABUILIEHHS KOHIICHTpAIlli IIUPKYJIIO0YO1
JaKTaTaeriAporeHasu

* AHOManbHHUI KJIITUHHUHN (HEHOTUI

* [ligBUIlIeHA 3arajibHa 3aTHICTH 3B'I3yBaTH 31130

* AHomanbHa MOp(oJIorisi MPOEPUTPOOIACTIB

* HasBHICTh TEMOCHJEPUHY B ceUl

* ['inepOinipyOiHemis

* Broma

* AHewmis

 30UIblIIEHUN CEPEIHIN KOPIYCKYJISIpHUM 00'eM
* BpomxkeHa rinomiacTuyHa aHEMis

* Menena

* KpoBoTedi poTOBOi TOPOKHUHU

* AHoManbHa MOPQOJIOTisi EPUTPOIUTIB

* 3HWXEHUU PIBEHb raNTONIO0IHY

BmigicTe

* XoBTaannog

 IligBuIIEHUI BMICT 3a113a B CHPOBATIIl KPOBI
* KpoBoTOUHBICTH sICEH

* IlicnsamonoroBa KpoBoTE4a

* MakpouurapHa aHeMIs

* AHI30LIUTO3

AOOOOONNNANNNONNNONNNNN
PUOUVVOULVVOVOIVIOVILVOVOLY



KMNITUHHUWA UWKN

biosioriuHi npouecu
S nepiog
il

(https://www.genecards.org/Guide/GeneCard#go): ¢

IHTEP®ASA

* bepe ydacTh y mog0BKE€HHI MITOTUYHOIO BEPETECHA

. . : e
¢ Bepe y4dacThb Y MITOTUYHOMY IIMTOKIHC31 4 ‘
. . . . ./'
Bepe y4dacCThb Yy PyCl Ha OCHOBI1 MleOpr60qOK k| i
; o KNITUHa, [
e KiIiTHHHUN LUK Gk damicn / —
LR G
* bepe yyacTs y IO3UTUBHIU
pe yuacTs ¥ I e e
CrvyJjisinll MUTOKIHE3
pery Y aHaq)asa/ merachasa
° 3aﬂyquI/Iﬁ Yy 361p1<y CepeI[HBOT 30HHAU
MITOTUYHOTO BEpETCHA KniTUHHWIA UMKN — L nepiog XuTa BaraT_OKniTMHHuFl opraHjsm ANA TOrO,
KNMITUHK 3 MOMEHTY ii nosBu A0 Ll.l06 ICHyBaTH Tp‘lv‘lBa.ﬂHM L413{'3,. NOBUHEH
3 = 3HUKHEHHS. CynpoBOAXKYETLCSA POCTOM, CTBOPIOBATH HOBI KIITUHN 3 TIEH0 X
N HOHIH KIIITHH ANEPEHLIIOBAHHAM, LWBMAKICTIO, 3 AKOIKO MMHYTb CTapi. Tomy
(DYHKUIOHYBAHHAM. NOAIN KNITUH = KNIOYOBE SABULLE B XKUTTI

yCiX OpraHiamis.



3axBOpPHOBaHHA

(https:/lwww.genecards.org/Guide/GeneCard#unified disorders):

AHeMisa, BpoaXeHun gmnseputponoes, tun llla



COLG6A3
NM_004369.3: ¢.7447A>G p.(Lys2483Glu) rs139260335
Heterozygous
Missense Pathogenic
(class 1)

Myramii B reHax konareHy VI Tumy mos'szaHi 3 Mionariero beriema, pIAKICHOK ayTOCOMHO-
JOMIHAHTHOIO MTPOKCUMAIBHOKO MI1OMATIEI0, SIKa MTIOYMHAETHCS B PAHHBOMY JTUTHUHCTBI.

MyrTaiiii B IbOMY T€HI TAKOX € IPUYMHOK BPOIKEHOT M'I30BO1 TUCTPO(P1i YIIbpixa, TAKOK BIIOMOI SIK
CKJIEpOATOHIYHA M'si30Ba AUCTpO(dis Yiabpixa, ayTOCOMHO-PEIIECMBHOI BPOJKEHO1 MIOIIATII, sIKa € OLIbII

cepito3Horo, Hixk mionatis berimema [RefSeq, uepsens 2009 p.]

Chr 2
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MOJIEKYJISIPHA ®YHKIISA I'EHA
(https://www.genecards.org/Guide/GeneCard#go):

* 3a0e3neuye akTUBHICTD 1HI101TOpa €HAOIENTUAA3d CEPUHOBOTO THUITY

 3B's13yBaHHs 3 OLJIKaMU

* 3a0e3reuye CTPYKTYpHY CKJIaJIOBY MO3aKJIITUHHOIO MaTPHUKCY,
1110 3a0e3Ieuy€e MIIIHICTh Ha PO3PHUB

* AKTHBHICTb 1HT101TOpa NeOTUAA3U



DenoTnn * IlopyuenHsa xonu
(https://www.genecards.org/Guide/GeneCard#HPO): * 3ruHa’gbHA KOHTPAKTypa KHCTi

[locTypanbHuii TpEMOp PyK * Tomuki By3bKi maibi

3aTprMKa MOTOPHOI'O PO3BUTKY » KontpakTtypa MiK}pasaHTOBOro Cyriio0a maibIis
CeplieBo-CyIuHHI 3aXBOPIOBAHHSI * Tomxi arpodiuni pyOr

JluneBuit mapasia * T'ineprigpos

KaMmnrogaktuiisa nanbis » T'enepanizoBana amioTpodis

CnaOKicTh IPOKCUMAIILHUX M'S3iB * M's30Ba c1abKICTh MOsCA KIHIIIBOK
[HTEeNeKTya IbHa HENOCTATHICTh * Ilporpecyroua ciabKiCTh MPOKCUMAILHUX M'SI31B
ATpodisi cKeeTHUX M's131B * TpynHomi rogyBaHHs B TpyIHOMY Billl
3HIKEHHS BOPYIIIHb IJI0/1A * Kopotka mmus

[Toranuit HaOip Baru * BpomxkeHna M'si30Ba KpUBOIINS

XynopisiBa cTarypa PenuauByroui 1H(EKI1T HUKHIX AUXaTbHUX [UISXIB
AyTOCOMHO-PELIECUBHE yCITaIKyBaHHS * Cnabkicts miapparmu

AHomainibHa MOP(OJIOTis M'SI30BUX BOJIOKOH * /JluxanbHa HEJOCTATHICTD

TpynsomIi MpH X0aAB01 * 3HWKEHUM MAaKCUMaJbHUU TUCK BUIAUXY
OpomauauOyIsIpHA JUCTOHIS  JlikThOBa 3rUHAIbHA KOHTPAKTypa
AyTOCOMHO-IOMiHaHTHE YCIIaJKyBaHHS * 3ruHajbHa KOHTPAKTypa KOJIHHOTO Cyroba
301/IbIIICHHS €HAOMI31aJIbHOI CTIOTYYHOT TKAaHUHU * IlomepexoBHii Tinepaopao3

[inepMoGinbHiCTS Cyrio6is * CnalKicTh IUCTANIBHUX M'S31B

3ruHanbpHa KOHTPAKTypa  IligBHIEHA KOHIIEHTpALIs] KPEaTUHKIHA3HU B KPOB1
BuBux crerna * JlmxanbHA HEJOCTATHICTH

M's130Ba c1aOKiCTh * Hiuna 3arpumka quxaHHs

BpokeHa TimoToHis * MHOXWHHI KOHTPaKTypH CYIJIO01B
DoiKyasSpHUI KEpaATO3 * Kidos

[eHepanizoBaHa rilOTOHIs * T'inoBeHTHIALISA

AOOOOOONONONNNNNNNNNN
PUOLVOVOVOULOVILVIVIVIODLOOLY



Ckomio3

JlnxanbHa HEIOCTATHICTh BHACTIOK M'SI30BO1 CII1a0OKOCTI
MikporHaris

JlapuHreanbHa UCTOHIA

[TomipHO MiABHUIIIEHA KPEaTUHKIHA3A

AKclabHa JUCTOHIA

[IepeBanibHa X012

Banerycna gedopmariist crorn

JlncToHIs KIHI[IBOK

YacTi nagiHas

HemoxnuBicTh nmucaTu a00 BUKOHYBAaTH

OyIb-sIKe 3aBAaHHSA 3a JOMIOMOTOI0 IP1IOHOT MOTOPHUKH,
yepe3 AUCTOHIIO MabIlIB

Tpemop nii

[TigBuIIEHA B'SUIICTH 3a1I'SICTh

KoHTpakTypa axiyI0BOro CyXOXKHILIS

AHOMaJis IUXanbHOI CUCTEMU

3MEHIIIEHHS M'SI30BOTO KoJjareHy VI

[TouaTok 3aXBOpIOBaHHS Ha MEPIIOMY POIll KUTTS
[Tanemi Ha HOrax MOIOBXKEH]

3MiHHA €KCTIPECUBHICTh

[IepeBakaHHs M'A30BUX BOJIOKOH 1-T0 THITY
M'si30Ba nuctpodist

Mionaris

Bpomxkena M'si30Ba quctpodis

['inepkeparos

DnOOOAOOOOONOONOONNNONNN

U 0 UUUUUEEOULELLBLUBOWELBUE

CnabKicTh YOTUPUTOJIOBOTO M'si3a
Hekpo3 M'130BOro BOJIOKHA
3arajgpHa M'30Ba CIa0KICTh

EMI': mionatudHi nopyIieHHs
3ruHalbHA KOHTPAKTYpa MTUKOJIOTKH
[TigBuIIeHAa B'SITICTE IIMKOJIOTOK
Scapula alata

[ToBUIFHO TIPOTPECYIOUNIA

[TosiBa 03HaK 200 CHMIITOMIB 3aXBOPIOBAHHS
y Bl Bijg 5 10 15 pokiB

[linBuiieHa BapiaOeNbHICTH JAlaMeTpa M'I30BOTO BOJIOKHA
Burnyti danadaru nanapiiB CTONU
Bucoxke myromomioHe miaHEOIHHS
[TigBuIIIEeHN BMICT JIIMIAIB Y M'si3aX
He3naTHicTh XOOUTH Ha I'aTax
[TigBuIIEHA B'SUIICTH HAIBIIIB
E3oTpormis

CnaOkicTh OCHOBHUX M'SI31B
Purignicts xpeOta

Bunykmii Byxa

Kpyrne o6nuyaus

AnoMaiis maHeO01HHS
DoniKyIsIpHUI TIIEpPKEPaTo3
ITouaTok y Moji010MYy BIIIi

Talipes equinovarus



bioJsoriuni nmpouecu
(https://www.genecards.org/Guide/GeneCard#go):

* bepe yuacTh y KIIITUHHIN aares3ii

* bepe ydacth y po3BUTKY M'SI30BUX OpTraHiB
* YyacTts y BiANOBLAl HA YO

* bepe yuacTp y peakiiii Ha IIIIOKO3y

* bepe yuacTts y nnepeaadl curany GocharuaniiHO3UTON
3-KiHa3W/TIpoTeiHKiHa3Ku B

* bepe yuyacts y nporieci anonTo3y HEMPOHIB



3axBoprOBaHHA
(https://www.genecards.org/Guide/GeneCard#unified_disorders):

Juctonis 27
* Bpomxkena M'si3oBa quctpodist Yibpixa |
* betneMcrka miomnaris 1

* Bpomxena M'si30Ba quctpodis,
MOB's13aHa 3 KoylareHoM VI

 [IpomixHa M'si30Ba qUCTpodis,
IOoB's13aHa 3 KojareHom VI

* betneMchbka M's130Ba 1UCTpOPis

e Mionaris

Bpoooiwcena m'si306a oucmpoghis Ynopixa



GPR179
NM_001004334.3: ¢.984delC p.(Ser329fs) rs770066665
Heterozygous
Frameshift Pathogenic
(class 1)

KonoBanuii 0110k Mmae EGF-noniOHuii qoMeH 3B'a3yBaHHS Kajbllll0 Ta CIM TPaHCMEMOpPaHHUX
nomeHiB 'y N-kiHIEBIA AUIAHIN Oinka. MyTaiii B IIbOMY T€HI MOB'SI3aHI 3 BPOIKEHOIO

CTallioHapHOIO Kypsuoro ciinororo tuny 1E [RefSeq, kBiTens 2012 p.]
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MOJIEKVYJISIPHA ®YHKIISA I'EHA
(https://www.genecards.org/Guide/GeneCard#go):

» 3a0e3neuye akTuBHICT G-O1/1Ka perenTopa

 3abe3neuye 3B's13yBaHHS 3 OlJIKaMHU

(

o



NAARRRARRRARARANNAN

DeHOTHII
(https://www.genecards.org/Guide/GeneCard#HPO):

Miomist BUCOKOTO CTYIICHS

AyTOCOMHO-PELIECUBHE YCITaIKyBaHHS

KopoTko30picTh

3HUKEHHS TOCTPOTH 30py

Bpomkena Kypsiga cirinora 3 HOpMajabHUM OYHUM JTHOM

BpokxeHna kypsiua CiirnoTa 3 maTrojori€ro O4HOro JHa

3HIKEHA aMILTITy/Ia TEMHOQAANTOBAHOTO SICKPABOTO CIajlaxy eJIeKTPOPETHHOTPAMH a-XBHITI
AHOMaJIbHa TEMHOBA a/IallTOBaHa €ICKTPOPETHHOTPamMa

AHoManig mrMmeuTalii CITKIBKA

BuToHueHHS CITKIBKH

KomnieHcaropHa mocTaBa ToJI0BH BUHUKAE, KOJIM TOJIOBA BIIXWISETHCS Bl HOPMAIBHOTO
MEPBUHHOTO TIPSAMOTO ITOJIOKEHHSI TOJIOBH, 1100 KOMIICHCYBATH ITPOOIEMY 3 OKOM
Hikranomnis

Hicrarm

Banu 30py

JleexT konipHOro 30py

Jlanexko30picTh

KocooxkicTh

EnexTpoHeratuBHa eJIEKTPOPETUHOIpaMa



bioJsoriuni npouecu
(https://www.genecards.org/Guide/GeneCard#go):

* [lepenaya curnany

. Bepe Y4aCTh Y CUTHAJIBHOMY HIJIAXY MiKMEMEPaHHME
' i npocrip
3B's13aHOTO 3 (G-O1IKOM peLenTopa

* Peakiiig Ha CBITVIOBUM MOJPA3HUK )
PUCTH
Pubocoma N

 Jlokami3airig OuIKa [panyna

Ha Ma3MaTu4YHIA MEeMOpaHi

BHyTpiWwHA
membpaxa
30BHIWHA
membpana




3axBOprOBaHHSA

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

* Kypsua ciimora, BpokeHa craiioHapHa, Tui 1E Kpuwmanux cimxiska
* BpomkeHa eceHIllajlbHa HIKTAIOII1s

* Jluctpodisg ouHoro agHa

pociexa 30po8uUlL Heps



HEXA
NM _001318825.1: ¢.838G>A p.(Gly280Ser)
s121907954
Heterozygous
Missense Pathogenic
(class 1)

MyTaliii B 1[bOMYy T€HI HNPU3BOASITH A0 HakomudeHHs ranrmio3uny GM2 y nelipoHax, 1o €
OCHOBHOIO MPUYMHOI HEHPOJACTCHEPATUBHUX PpPO3JIaiB, K1 HA3MBAIOTHCS TaHMII03U03aMHU

GM2, Bxirrouaroun xBopoOy Tes—Cakca (GM2-rarnmio3uno3 tumry |) [RefSeq, ciuens 2016 p.]
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MOJIEKVYJISAPHA ®YHKIIIA I'EHA
(https://www.genecards.org/Guide/GeneCard#go):

* ['iaposia3zHa aKTUBHICTB, TAPoII3yoda O-TI1KO3WIbHI CIIOJTYKH
* 3a0e3mneuye akTUBHICTh OeTa-N-aleTunrekco3aMiHiga3u

* 3a0e3meuye 3B's13yBaHHS 3 OlIKaMHU

* 3a0e3neuye akTUBHICTh alleTUINIIOKO3aMIHUITpaHCPepa3u

* I'iaposiazHa aKTUBHICTH

* I'igpona3Ha aKTUBHICTb, 11O J1€ HA III1KO3WIbHI 3B'SI3KU

* 3a0e3neuye akTUBHICTh reTepoauMepur3aIili 01aka

 3abe3neuye akTUBHICTh N-aneTun-oera-D-ranakrozaMinigazu




ARAAANARARARAAAAARAL.

deHoTUI
(https://www.genecards.org/Guide/GeneCard#HPO):

e JlemeHiis

* AyTOCOMHO-PEIIECUBHE yCITa/IKyBaHHS

* Enunencis

* ['imepronyc

* I'imotonyc

* Jlerenena acmipartis

* Iloranuii KOHTPOJIb TOJIOBU

* [IcuMXOMOTOpHE MOT1PIIEHHS

* [lepeOinbliieHa peakiiis MepeisiKy y BIAMOBIAb HA palTOBUI HECIIOA1BAHUI
Bi3yaJlbHUH a00 aKyCTUYHUHN MOJAPA3ZHUK a00 MBUIKUN PyX OIS 00IMIYst

* BuiuHeBo-4yepBOHA IIAMa MAKYJIIA

* [losiBa 03HaK a00 CUMIITOMIB 3aXBOPIOBAHHS
y Billl B1J1 28 JIHIB 10 OJTHOTO POKY JKUTTSI

* biigicTh mKipu

* Anarisa

* Hakonuuenns GM2-ranniio3uay

e Cmnora




bioJsioriuHi mpouecu
(https://www.genecards.org/Guide/GeneCard#go):

* bepe ydacTh y po3BUTKY KICTKOBOI CHCTEMU

* IIpouec BymieBOOHOTo OOMIHY

* bepe ydacTs y npoiieci 610CUMHTE3Y M1KO3aMIHOTJIIKaHY

* IIpouec nimaHOTO OOMIHY

* bepe ydacTh y kaTaOOJIYHOMY IPOIEC] TAHTI103U/I1B

* bepe ydacTb B opraHi3aiiii J130CoM

* bepe ydacTh y uyTTE€BOMY CIIPUIHATTI 3ByKY

e MeTabomiuHul Mporec

* bepe yuacth y craTeBOMY PO3MHOKEHHI1

* bepe yyactb y MeTa0O0OI14HOMY MIPOIIEC] TITIKO3aMIHOIIIKAHY

* bepe ydacTh y kaTaOOJI4HOMY IPOIIEC] JIepMaTaHCyIbdaTry

* bepe ydacTh y kaTaOOJI4YHOMY IPOIIEC] MaTypOHOBOI KUCIOTH
* bepe yuacts y MmieniHizaiii

* bepe ydacTb y MopdoreHesi KJIiTHH

* bepe yuacts y nudepeHiialiii HEHpPOHIB

* bepe yuactb y HEpBOBO-M'sI30BOMY MPOLIECI, 1[0 KOHTPOJIIOE OaTaHC
e Ilepenaua curnany 611ka SMAD

* IIpouec MeTabomI3My MOXITHUX BYTJIEBOIIB




3axBOprOBaHHA

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

» XBopoba Tes—Caxkca e (GM2-raHnmo3umo3, Bapiant Ab
B, L ".‘Q .
\ ._"‘_ A J : '|| e
. WA
HEXA geme beta tozosaminidase A Accumulation of G2 Membranecus bodies
mutaton deficiency genglsoside in neurons inssdle meurons,
newronal dogrsdaton
demysdination

-~

} & : ‘.?-\’ -
el ﬂi“\‘ b ﬁ\%"g

“Cherry red spot” in the macwula Macrocephaly hypotony,
of the aye and narrowing mental and motor delay,
of the biood vessels convuisions



Bcmamnoenenuii diacnos:

CuHepriyHa reTepo3MroTHicTh. HasfBHICTh TphoX maroreHHux reHiB (COL6A3 c.7447A>G p.
(Lys2483Glu), GPR179 c.984delC p.(Ser329fs), HEXA NM ¢.838G>A p.(Gly280Ser)), HeBu3Ha4€HOTO
sHadeHHs (PTEN NM_000314.4: ¢.1037A>G p.(Tyr346Cys), KIF23 NM_138555.3: ¢.313A>T p.(Asn105Tyr),
seq[GRCh37] del(chrl?7) (q23.3923.3) chrl7.g. (62481260 62487690)x1 POLG2 NM _007215.3 Exon 4-5,
seq[GRCh37] del(chrl7) (g23.3923.3) chrl7:g. (62490703 62492807)x1 POLG2 NM _007215.3 Exon 1).

T'omoumcTuHypis  (mopymieHHss oOMiHYy  (EpMEHTYy METIOHIH CHHTa3a peayKrasa —
cuHepriyHa rerepo3urotHicte. red FUT2, MMAB, MMAB/MVK, MTHES, THSTR).

Ilepcucryroua JjareHtHa Mikcer iHdekunis (Bipyc Emnmreiin—bapp, Bipyc repmecy Y2 Tumy,
30JI0THCTHH cTadinokok, rpudu poxy Candida).

BropuHHa MITOXOHApiaJdbHA TUCPYHKITIA.






HelponereHnepaiiisi, acoiioBaHa 3 IIPOTEIHOM MITOXOHAPIAIBHOI
memOpaan a6o (MPAN) abo newpomereHeparis 3 HAKOIMYCHHSIM
3ami3a B Mo3Ky 4 (NBIA4), BITHOCUTBCS A0 T€TEPOreHHOI IPyIn
PIAKICHUX CHAIKOBUX ITporpecyrounx xBopod IHHC 3 BupaxeHum
HAKOIIMYCHHSM 3aJjl13a B 0a3aJIbHUX TaHIIISX, [0 JAa€ XapaKTEPHI

3MIHK MOP(OJIOrii MO3KY IpH HeHpoBI3yam3alli (''TUrpoBoro oka').



AKTYAJIBHICTDb

BiagMiyaeTbcsa 3pOCTaHHSIM YaCTOTH

HEHUPOIICUXIYHUX Ta HEUPOAETEHEPATUBHUX { @ v & Ey
O\ ' & ot
BaXBOpIOBaHB Cepeﬂ IllTeI/I p aHHBOFO BlKY’ 5) Neuroinflammation " : 1)En;€;2:‘semj‘ | | 2) Metabolic Stress

e.g, immune cell L et S .9, mitochondrial

| dysfunclion, increased

infiltration, reactivity of | 1
astroglia subtypes.. | \ ‘ / L ROS

Common Mechanisms of

IK€ HAOMMKAETHCSI 10 MaHIEMIUHOTO

Bap1aHTIB 3aXBOPIOBAHb K (DEHOTUIIIYHUX,

xapakrepy. OCOOIHUBICTIO MATONOT 1] HuRDdensnaation
. oo . . . 4 | \ 5 \(\\ 'J/“;J
€ HasIBHICTb 3HAYHO1 KUIBKOCTI P13HUX m ’”3?.5‘.’::“ " 4 W
e.g., blood-barrier 3) Genetic Contributors (Y} R
breakdown., e.g., GWASHinked risk factors, fol
sex-inked differences. "."’ f |
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TaK 1 TCHOTUIIIYHUX, 110 IIEPEIIKOIKAE

CBO€YACHIM JIIarHOCTHIII 1 JT1IKYBaHHIO.



 MeTo10 € po3po0Ka aaropuTMy JOCIIIKEHHS XBOPHX

e
N e

Ha HEMPONCUXIYHI NOPYILECHHS PO3BUTKY JUTHHU PAHHBOTO
BIKY, BU3BHAYE€HHS CIIaJIKOBO OOYMOBJICHUX (POPM BHACIIAOK

1HIMBIIyaJbHOI paHHBOI Ta TOYHOI J1arHOCTHUKH TPUTEPIB,

- MEJ1aTOpI1B Ta MYTAallH K NEPUIONPUYUH IX BUHUKHECHHS.

e = iy B e




Recommended Clinical Testing Algorithm for Mitochondrial Disorder

I PATIENT WITH SUSPICION OF MITOCHONDRIAL RESPIRATORY CHAIN DISORDERS ]
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R

MATEPIAJIM 1 METO/HU

[3 7912 maimieHTiB 13 TOPYLICHHSM HEWpoNcuxiyHOro po3BUTKY BigiOpano 130 3 migo3poro
Ha TEHETUYHI MOPYIIECHHS, KOTPUM IPOBE/ICHA YTOUHIOOYA MOJICKYJSIPHO-TEHETUYHA J1arHOCTUKA — TapreTHE

CEKBEHYBaHHS, KJIIHIYHE €K30MHE cekBeHyBaHHs WES" a0o kiiH1uHE TeHOMHE cekBeHyBaHHsA WGS".
Y po060Ti BUKOPUCTAHI:
"  COMAaTO-TE€HETUYHE JOCIIKEHHS 13 CUHAPOMOJIOTTYHUM aHaJ130M
" cydacH1 B13yaibHi MeToau aociipkeHHs (MPT, MPC rta 1H.)
= oioximiyHi gociimpkerHs: (BEPX, ' XMC/MC ceuil, TaHAeMHa Mac-CIIEKTPOMETPIsl alIIKAPHITUHIB Ta aMIHOKUCIIOT)
" HEOHATAJIbHUW CKPUHIHT Ha 21 piJIKICHE CIIaJIKOBE 3aXBOPIOBAHHS

"  MoJIeKyIspHO-reHeTHuHi mociimkeHnHs (Centogene, INVITAE, 3billion).




PE3YJIDbBTATU AOCJIII/KEHHSA

Cepen ooctexeHux 130 mreit 3 nino3poro
Ha [EHETUYHY, [IATOIO LI NEPIIONPUINHAMUI3aXBOP FOBAHHSIE3 IBUIIHCS:
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Oo0ctexxkeno 130 marmientiB, BusiBieHO 202 pi13H1I T€HETHYH1 MyTallll SIK MMaTOTE€HHI,
TaK 1 3 HCBU3HAYCHUM 3HAYCHHSIM.

Y KOXHOro IaIjleHTa BUKOHAHA MPOrpaM CEJICKTHBHOIO CKPHHIHTY, SIKa BKJIHOYasa
282 010XIMI14HI, BIPYCOJOTIYHI, BI3yaJbHI METOAW JOCHIJPKCHHS, SKa J03BOJIWJIA
BU3HAYUTH (DEHOMEH CErperamiiHol reTEPO3UroTHOCTI SIK HACI1AOK HasBHOCT1 Oararbox
MyTallll Yy KOKHOTO MaIll€eHTa, JOBEICHA MOJIOPTaHHICTh Ta MOJIICUCTEMHICTD YPaXKEHb,
KOMOPO1AHICTh CTaHIB, B3a€EMO/I1sI T€HIB HyKJIeapHOi Ta MiToxoHAp1ansHO1 JJHK, marke
TOTAJILHUM TMPOSIB BIPYCHOI arpecii y BHUNIAIAI MEPCHUCTYIOUOl JIATEHTHOI BIPYCHOI
[aTOJION].

Ha npuknam BIAaCHOTO CIIOCTEPEKEHHS JIO03BOJIBTE IIOKA3aTW 1HAWBIAYaJIbHHUH
pe3yJIbTaT TakKol JIarHOCTUYHOI TAaKTHUKM BHUKOPHUCTAHHS CTBOPEHOTO aJITOPUTMY
OOCTEKEHHS, SIKUA JO3BOJISIE OTPUMAaTH HAWOLIBII TOYHI YSBH IIPO CUCTEMHUM
1HIMB1AyaJbHUM (DEHOTUII 1 TEHOTHII, IO BIIKPHUBAE MUISIX 10 €(DEKTUBHOIO JI1KYBaHHS
BIITTIOBIJTHO CBITOBOMY IMPOTOKOJIY BUSIBJICHOTO MOPYIIICHHS.



IHanienT A. 14 pokiB

Ckapru Maike HA BCi OPraHM Ta CUCTEMM:

— 3aTPUMKY MOBHOI'O PO3BUTKY

— BTpaTy HaOyTHX HABUYOK y /—8 POKIB

— MMOPYIIECHHS XOJIW: CTOITh 3 OMIOPOI0, XUTKICTh MPU XOAK01
— TIEPTOHYC Y HOTaX, MOPYIICHHS KOOpAUHAI]
— TeTparapes 13 8 poKiB

- IIIEPAKTUBHICTH




AHaMHeE3 JKUTTH

Yci eTanu poO3BUTKY JUTHHU 00TAKEHI

BusiBjieHI NOPYLICHHA NPEHATAJBLHOIO EePioy OHTOreHe3y:
— 3arpo3a IepepuBaHHs
— aHeMm1s
— BIAIIApyBaHHS IUIALIEHTH Ha 34-My THXKHI
— BIJKPHUTTS IIMHKKA MaTKHU B IOJIOrax TUILKU Ha | manenp
— KeCcapiB PO3TUH
PanHi HeoHATAJILHUU NEPIO:
— YKOBTSHHIISI HOBOHAPOIKCHUX
IlocTHAaTAJILHUM MEpioa:
— BOJISTHKA SI€UKa

— [IaXOB4Ad KHJIAd




AHaMHe3 3aXBOPIOBAHHA

CBinuuth npo MaHidecTaiio po3ropHyTy v 4aci,

AKa 3arajioM, BJjiaCtTuBa CliaiKOBOMY 3aXBOPIOBAHHIO

VY 3 mic — cybapaxHoOigajibHa KiCTa

VY 1,6 pokiB onepaliis — maxoBa Kujia. 3aJjizogaedinuTHa aHeMis 1 CT.

VY 6 pokiB — 3'IBHJIaCh X0/1a Ha HOCOYKAaX 13 MOCTYIMOBUM IIPOTrPEeCyBaHHAM
VY 6 poKIB — OPYIIEHHS TOHYCY, CKOJIIOTUYHA ITOCTaBa
Y 7 pokiB — MOpYIICHHS BAMOBH, 3aiKaHHS

Y 7 pokiB — HUKHIM CIAaCTUYHUI Maparape3 HEYyTOUHEHOTO TeHE3Y

Y 8 pOKIB — CUMIITOM CIIACTUYHOIO TETpanape3y 3 MepeBaror Hir
HEYTOYHEHOTO T€HE3Y

Y 9 pokiB — 3anMHaHHS B MOBI, 3aTSTHYTICTh MOBJICHHS

X
. X - e ¥,
b ("' TN



Pe3yjibTaTu Bi3yaJbHUX METOAIB A0CIIIKEHb

MPT I'M 2021 p.: 3MiHHM B IUISHII HIKAPATYIH 1 HIPKOK MO3KY, UMOBIPHO, JU3META00ITYHOTO XapaKTepy.

MPT I'M 2023 p.: 3umxenHss MP-curnainy Bij BHyTPIIIHBO1 Karcyiu o0ox remichep I'M,

NEPEIHIX BIIJIUIIB 000X HI’KOK MO3KY CBIIYaTh HA KOPUCTh MITOXOHAPIATIbHOTO YPAXKEHHS

(3r1IHO 3 MPOBEICHUM MOJICKYJIIPHOTCHETUYHUM J0CIIKCHHIM —

HAKOMMYCHHS 3a/113a y BUIIE MEpPEUYeHUX CTpyKkTypax ['M ).

l
MPC 2023 p.: y naii€esTa CriocTepiraroTbCs (PyHKI[IOHAIbHI, | < 38N ‘9)
MIKPOCTPYKTYPHI Ta METa0O0I14HI MOPYIIIEHHS, XapaKTepHI1 i /

T BPOI2KCHOI'O HGﬁpOI{CFCHepaTHBHOFO 3aXBOPIOBAHH:I,

e 5 . https://www.google.com/url?sa=i&url=https%3A%2F%2Fwww.xn--
AKC IPOABUIIOCA HaA TJI1 T'ITOKCHUYHO-1IICMIYHOI'O YPAKCHHA HHC, 80aocaipeaifmp.xn--plai%2Fzoopark-v-
golove%2F&psig=A0vVaw24u43S7BHc55783atlimzA&ust=170539505

SIKE, MOXKJIMBO, MaJIo MICIIE M1]] YaC BHYTPIITHbOYTPOOHOTO PO3BUTKY g;%ggolg\slggrgmgi%es&cdwfg&opi=899B7:g49&ved=008IQjquFw



bioxiMiunuii (peHOTHII CBITUYUTH MPO:

* 1epeOpanbHUM PonaTHUN ASPIIUT

* MOPYLICHUM CMIIT€HETUUYHUN CTaTyC

* MOPYILICHHS €HEPreTUYHOI Ta CUTHAIBHOI PYHKIII MiTOXOHAp1i (MIPS)
* TOPYLICHHS METUJIFOBAHHS

* IIEPCHUCTYIOUY JATEHTHY OaKTEpladbHy arpeciio

Bmanocss BUSBUTH, 110 HEWpPOJETEHEpAlllss 3 HAKONMWUYECHHAM 3ajl3a B MO3KY
y HAIIOro XBOPOTO CYMNPOBOIKYETHCS CYTTEBUMM O10XIMIYHUMHU HMOPYIICHHSIMH, K
1y nocnikenHsx Eiumicon ['peropi Ta criBas., Xxo4a paHiiie Oyja0 MPUHHSATO BBaXKaTH,
110 010XIMI4YHI1 PO3JIaJiH IIPHU IIbOMY 3aXBOPIOBAaHHI B1JICYTHI.



Biraminu (oxoBTEeHBb 2023):

BiTamin [ — |19,91 ur/ma
(pu3HK HEAOCTATHHOTO
BxuBanus: < 30,0)
BiTaMmiH B9 — | 1,65 Hr/ma

bioxiMiYHUH (PEeHOTHIL:

Tomonucrein
(skoBTEHD 2023):

111,8 MmkMoJab/a (10 5)

3arajJibHUU aHAJII3 KPOBi
(sxoBTEeHBb 2023):

mououut — 115 % (3-9)

(3,0-17,0)
. . ' AMIHOKHMCJIOTH KPOBI
Jlimigorpama Lo Tkonl IDOOE | (:;koBTeHB 2023):
_ (21.10.2023): | :
(sxoBTEeHB 2023): ACT —139,1 On/a1 (m0 29,0), acriapariHoBa KucjiaoTa —

JITIBIII — 10,62 mmoJab/a

OLTIPYO1H IPAMUN —

133 MmkMoJb/a (<11),
3-MeTtniarictTuing —

i < 1,15
(BUCOKHIA pU3HK ) 14,9 MEMOAB/ (< 3,4) i i )
AMIHOKHMCJIOTH Y _cevl Jlakrar/mipyBar [liovust
(>xoBTEHB 2023): CHiBBiTHOIIEHHA Py :
o 200 (skoBTEeHBb 2023):

3-MeTtni ricTuIvg —

1309 (47-262)

1162 (12,1-26,2)

16,59 mxmoan/a (24-95)




Candida albicans

3

Mikpo0OioJioriuHe Q0CaII2KeHHsI BUAIJIEHD i3 3IBY:

— Neisseria flava — 1,0 x 1076 KYO/r f R,
— Streptococcus viridans — 1,0 x 1076 KYO/r s “
— Candida albicans — 1,0 x 107 KYO/r | . ';‘W | »- ”
— Staphylococcus epidermidis 5,0 x 101 KYO/r - e “

Nelsseria flava Q’ ' Streptococcus viridans
J \_ .
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S MoJieKyJaSIpHO-TeHETUYHE T0CTI/I2KEHHS

[Ipu npoBeneH1 MOJIEKYJISIPHO-TEHETUYHOIO JOCIIIIKEHHS 3HalICHa MYy TaIlls

C190rf12 ¢.204 214del (p.Gly69Argfs*10) — vy roMO3UTOTHOMY CTaHi IK IATOT€HHA MYTAILiA

HeBu3Ha4veHi 3HAUEHHS IeTEPO3UIOT NOTPEOYIOTH
MOJAAJIbIION0 JOCJIIIKEHHS AK CKJIAA0BI
cerperamiiHol reTepo3uroTHOCTI,

1[0 00YMOBJIIOETHCH MITOXOHAPIaJILHUM BILIMBOM

ATM ¢.2162T>C (p.Leu721Pro) — rerepo3urora
KCTP2 ¢.2948C>T (p.Thr983lle) — rereposurora
NDUFV2 ¢.51C>G (p.His12GIn) — rereposurora
NPRL3 c.1484G>A (h.Arg495His) — rerepo3urora
PNPT1 ¢.1357C>T (p.Leud53Phe) — rereposurora
PTPN23 ¢.4407G>T (p.Leul469Phe) — rerepo3urora
ACADS c.625 G>A (p.Gly209Ser) — rereposurora
GALC ¢.1685T>C (p.lle562Thr) — rerepo3urora

™D

aa 18

Ad

s

1 54 54

141

splice variant 1 (459 nt)
(NM_001031726.2)

splice variant 2 (426 nt)
(NM_031448.3)



C19orf12
c.204 214del (p.Gly69Argfs*10)
Homozygous
Pathogenic

Suauoenu 2en euznia0dae maxum YUHoM.

[leii reH KoJay€ HEBEIHMKWN TpaHcMeMOpaHHM Oinok. MyTailli B bOMYy T€HI € MPUYMHOIO HEWpojereHeparlii

3 Hakonm4deHHsM 3aimiza-4 B Mo3ky (NBIA4), ane cnierudiuna ¢yHKIIis kogoBaHoro Oiika HesigoMa [RefSeq, rpyaens 2011 p.]
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3rigno 3 karagorom GWAS (https://www.genecards.org/Guide/GeneCard#GWA) Oiomapkepamu AJisi ILOIO I'eHA €:

e [Haexc Macu TuIa

e JliacToniuHuil apTepiaJbHUN TUCK

@ ebiacuk/gwas/docs/file-downloads

. Bl,HCOTOK )KI/Ipy B OpraHIBMl f] Computers, Tablets... f] Computer Compon... f] ipad | eBay ﬂ macbook in "Comp... ﬁ imac in *Computers... ﬁ Business & Industri... ﬁ Garten & Terre

@' GWAS Catalog Home  Diagram  Download  Documentation  About

e 3picT

e BumiproBanHs acnapraTamiHoTpaHc(epa3u

GWAS Catalog

The NHGRI-EBI Catalog of human genome-wide asscciation studi

e BusHaueHHs cCMPOBATKOBOI ajlaHIHAaMIHOTpaHCdepazu

e BuMiproBaHHS TPUTIILEPUIB JIMOMPOTETHIB HU3BKOT IIIJIBHOCTI

Search the catalog

Examples: breast carcinoma, rs7329174, Yao, 2q37.1, HBS1L, 6:16000000-25000000

e BuMiproBaHHS X0JIECTEPUHY JIMOMPOTEIHIB BUCOKOI IIIIILHOCTI
wnloads / File downloads

e BusHaueHHs IIOOYIHY, 1110 3B'sI3y€ CTaT€B1 TOPMOHU

- . o Downloading the GWAS Catalog
e (CepenHii apTeplaIbHUNA TUCK

Column header

Description Download Link Format descriptions
o Pe aKH 144 C ep I_I CBOI'O pI/ITMy Ha B II[HO BJICHH:I IT1CJIA Tp CHYBaHHH All associations v41.0 tab separated file Click to view
a . . All associations v1,0.2 - with added ontology Click to download tab separated file Click to view

. KIHBKICTB ep I/ITp OHI/ITIB annotations, GWAS Catalog study accession

numbers and genotyping technology

e BuMiproBaHHS KaJbIIit0

Ili daxkTopu BpaxoBaHi B Nnpouneci CIOCTEPEKEHHS 32 NMAIICHTOM.

BoHu i ckiaaganTs, iHAMBIAVAJLHHN KJIIHIYHHAN OPOTOKOJ JAHOI0 3aXBOPIOBAHHSA V JAHOI JWTHHH.




DeHOTUI TeHAa
(https://www.genecards.org/Guide/G
eneCard#HPO):

3aTpuMKa pyXoBHUX a00 PO3yMOBHX
y chepax po3BUTKY JUTUHU
ITepudepuuna Helipomnaris
ATpodis MO30YKa

CnacTthyHa nmaparuieris
Mo3oukoBa aTakcis

Tieg Jlesi

3aTprUMKa MOBJICHHEBOTO PO3BUTKY
MoTtopHa akcOoHaIbHa HEHpOTaTIs
AyTOCOMHO-PEIIECUBHE
yCIaKyBaHHS

Pes cavus

EMoriiiiHa HeCTaO1IbHICTh
M's130Ba Ccl1aOKICTh

JucranbHa amioTpodist
OpomMaHauOysIsspHa JUCTOHISA
AyTOCOMHO-JJOMIHAHTHE
yCIaaKyBaHHS

CumnTom baGiHCBKOTO
['ineppeduexcis

Tpemop

JlucToHis

[TapkiHCOHI3M

[TopyuieHHs xoau

[ToripieHHs CUXIKU
['imopeduiexcis

Huzaptpis

M's130Ba CIaCTUYHICTH

[TigBUIIIEHA KOHIICHTpAIIis
KpE€aTUHKIHA31 B KPOBI

3rUHAJIbHA KOHTPAKTypa
KOJIIHHOTO CyII00a

[TopymieHHs AUCTAIbHOT Yy TJIMBOCTI
CiaOKiCTh TUCTAIBLHUX M'S31B
BTpara 31aTHOCTI XOAUTH
[IpucyTtHicTh Ha T2-3BakeH1it
MarHiTHO-PE30HAHCHIN ToMorpadii
MOMITHO HU3bKO1 IHTEHCUBHOCTI
CUTHaJTy OJI1/101 KyJIl, SIKa OTOYY€
LEHTPaJIbHY JUISHKY BUCOKOI
IHTEHCUBHOCT1 CUTHAITY

B MEpeAHbOME1ANIbHIN OM1A1M Ky,
CTBOPIOIOYM BUIJISJT OKa TUTPA.

BBakaeTbcs, 1110 11eH 3HaAK
Bijj0Opakae HAKOITMYCHHS 3ai113a
B OiI1H Ky

AHoMasibHa MOpQoJIoTis
HU>KHBOTO MOTOPHOT'O HEMPOHA
JleMeHIIis
Heviponereneparusue
3aXBOPIOBAHHSI

[TopyiieHHs ekcTpamnipaMigHol
pPYXOBOi PyHKIIIT

3ruHa’abHa KOHTPAKTYypa
[IUKOJIOTKA

Scapula alata (Anomainbawmit
BUCTYI JIONTATKA

Ha/Jl IOBEPXHEIO CITMHM)
[ToBUILHO MPOTrPECYIOUHIA
AHOMaJILHUN MipaMigHUNA 3HAK
Henpecis

ATtpodist 30poBOro HEpBa
IIporpecyroua BTpara 30py
IMITyIbCUBHICTB
['enepanizoBaHa JUCTOHIS




PeHOTUN LUbOro reHa € CyMapHOH
KnNiHiYHOK 03HakKoto i3 GeneCard#HPO,

NMPUAHATOD Y CBITI.

Voro cniBcTaBneHHs 3 IHOMBIAYaNbHUM
(PEHOTMMNOM HALLIOro NaLieHTa
cniBnagae Ha 85 % i nigKpecrnoe 3Ha4Hui
NIKAPCbKUA KNiHIYHUK NoTeHLan
3a 414 KNiHiYHOI NMigo3pu HepogereHepadil

3 HAKOMWUYEeHHAM 3ani3a B MO3Ky 4.

CLINICAL BASIC

Physician: Patient: | havelong slender Model researcher:
Patient has fingers & toes; what What are the phenotypic
arachnodactyly,  are the possible consequences of Ski mutation?

and micrognathia, diagnoses &
& other abnormal  cayses?
phenotypes;

What are the

Phenotype

Different similarity:

communities What human diseases is

SkitmiCco hest suited
3 to model?

possible P Abnormal
etiologies & Bulging = ?ra%io-a o'
diagnoses? eyes |Numl facial
- morphology @
) ®
_ Y
c . gnathia ) :
‘ =
Is this prelim W 7 P—
phenotyping ' Arachno | Spider | ; ' arachno | What are
complete | dactyly | fingers gggfgﬁg‘; | dactyly | the gaps in
enough for a ' - ' ; knowledge
dnffe!enllgl _ : Orthology my model
diagnosis? Shprintzen- SKI AL has the
If not, what Goldberg insin (htman) e 5 potential
phenotypes syndrome ' 4 to address?
fgmpleﬁ 5 Hypothesis Relevant What
Wﬁa‘:roeln%lic \ generation Seu models additional
tests can | W\ across experiments
order? Species would this

FBN1
(human) 3

TGFBR1
TGFBR2

syndrome

) Loeys-Dietz

Pathways

involve?

syndrome
Trans|a}‘ional (human) TGE$ Translational
researcher: Phenotype profile researcher:
What is the best model for 2 ma,cm,‘,’g P How do mutations in
Shprintzen Goldberg Ski cause SGS?

What is known about

syndrome? (zebrafish or mouse)
the function of the gene?

TRANSLATIONAL



3axBOpIOBaHHSA
(https:www.genecards.org/Guide/GeneCard#unified_disorders),
3 SIKUMH MOpOBelieHa AU(eEepeHIliiiHa I1arHOCTUKA:

e (CnactuyHa naparuieris 43, ayToCOMHO-PELIECUBHA

e HeiiponereHnepaliis 3 HAKOIUYEHHSM 3aj113a B MO3KY 4-1 THII
e HeiiponereHnepaiiis 3 HAKOIUYEHHSM 3aj113a B MO3KY

e Heiiponerenepaiiis, acoiiiioBaHa 3 MNpPOTEIHOM

MITOXOH/Ip1aJIbHOT MEMOpPaHU

e Tpemop T £%
G ful
) C
e CpnacTuU4yHA aTakcis _

e JlucToHis

e (CrasKoBa CIIaCTUYHA Iaparuieris




SAKJIOUYHUMU JIATHO3:

Helpoaerenepauis acouiioBaHa 3 nNpoTeiHaMu MITOXOHAPiaJbHOI MeMOpaHu

(cMHOHUM — HelipoJereHepailisi 3 HAKONMMYEHHSIM 3aJ1i3a B MO3KY 4)
AYyTOCOMHO-AOMIHAHTHHI 200 AyTOCOMHO-PENeCUBHUU THUI YCIIAAKYBAaHHS.
MiToxoHapiajbHA IMCPYHKIiA (MOPYHIEHHS €eHEPreTUYHOr0 OOMIHY Ta CUTHAJIbHOI
ingopmauiiiHoi cucremu MiToxoHapiu. [lepcucryroua jjareHTHA OakTepiajbHA IHpeEKIis.
I'inepromouucreinemis. Liepeopaasnuii nediuur ¢goJiaris.

IepeOpanbHuii cnacTuyHui Terpamnapes. I'inoBitamino3 Biraminy /.

HenocraTHicTh (hepMeHTIB (p01aTHO-METIOHIHOBOT0 HUKJITY (METHJIIOBAHHSA).



BUCHOBKH

PinkicHe HeilipoMeTa0O/IYHEe CIIAIKOBE MOPYILIEHHS € NMPHUKJIAA0M
KOMOPOIIHOI0 CTaHy, B peaJi3alii AKoro d0epe y4acrb 3HA4YHA
KIJIBKICTH TpUrepiB, MexiaropiB 1 myraumid, mo 3ade3me4ye
IIAPOKUN KJIIHIYHUI MOJIMOP(}i3M i FeHeTUYHY IeTePOreHHICTh:

4. * Myrauis NBIA 4 —C190rf12 c.204_214del (p.Gly69Argfs*10)

* ~.\?‘ homozygous pathogenic

* Menaropu — NOPYIICHHS METHIIOBAHHS, HEIOCTATHICTh
(epMeHTIB (hOJIATHO-METIOHIHOBOTO ITUKIY

* [IepBuHHE MITOXOHApPI1AJIBHE 3aXBOPIOBAHHS

* [Iepcuctyroua naTeHTHa OaKTeplaibHA MIKCT-TH(QEKIIIS
(meprHaTanbpHa)

* ['imepromonucTeinemis
* [[epeOpanbHuli CHACTUYHUN TETpanapes

* [lepeOpanbuuii gedinut doiaris



BUCHOBKHA

* [IpunymeHHs oJiH1€T 3 MEPUIONPUYNH, KA JI1€ OJHOYACHO
1 3arajibHO, i 1HJMBIAYaJIbHO, € MOPYIIIEHHS CUTHAIBLHOI
1H(pOpMAaIIIMTHOT CHCTEMH MITOXOHIPIM.
Y naHoMy BUNAJIKY 1€ MIJAKPECIIOETHCS 1 3B'SI3KOM 13 HasIBHOIO
KOHKPETHOI T€HHOK0 MYyTAllI€I0, SIKa 1 IPUBETa -
10 KJAIHIYHUX IPOSIBIB. ,/K/’ ’
 B3acMogis Mixk GararourcebHUMU TPUTEPAMH 1 PI3SHUMH o 4
NEePIIONPUYMHAMHU 3MIHEHUX (DYHKIIIM OpPTraHiB 1 CUCTEM
JIOBOJIUTh, 1110 ICUXOMOBHI Ta NCUXO(13UYH1 TOPYIIICHHS,
K1 CbOTO/IH1 HA0yBalOTh MaHIEMIYHOIO XapaKTepy, 00yMOBIICHI
MOPYIICHHSIM CUCTEMHOIO XapaKkTepy 1 HOTpeOyIOTh a0COIIOTHO
1H/IMB11yaJdbHOI JIIAarHOCTUKHU Ta JIIKYBaHHS.

 Hauie J0CJIiIzKeHHs — JIMINE NEPIIMii KPOK HA UbOMY LIISAAXY.



HaeyanbHe eudaHHs
MoHoreHHi Ta enireHeTU4Hi XBOpoOu. MeHo-, reHo- TA eNireHeTUYHi 0C00JIUBOCTI CYyYaCHOI MATOJIOT Il
HEPBOBO-NICUXIYHOr0 Po3BUTKY. ''lIpo mo moBuars gitu"

Anbbom-npeseHmayia
0217 3006ysayie suw,oi medu4Hoi oceimu,
niKapie-iHmepHis, nikapie — cnyxavie yukaie nicnadunaomHoi oceimu

Vnopsinauku — I'peuanina Onena SkiBHa
®ponosa Terssna BonogumupisHa
I'peuanin SApocnas PycnanoBuu
Kynpisauayk FOmnis MukonaiBHa
I'pevanina FOmnis bopucisHa
Buriscbka Jltonmuna AnarosiiBHa
HIxonbHikoBa dapis BnagucnasiBHa
ByraiioBa Onena BanepiiBna
Momnonan Jlronmuna BonogumupisHa
[Nokasiit Harans OnexcannpiBHa
Bepnirop Onbra FOpiiBaa
[lep6ina Ipuna MukonaiBHa

Binmosigansuuii 3a Burryck O. B Byraiiosa

Komn'torepnuii Habip O. O. Maprem'sHoBa
Penakrop, kopextop H. 1. Jly6cbka
Komn'torepHna Bepctka B. B. BpitsikoBa

®opwmar cnaiaiB 33,86x19,05. 150 cnaiiais. 3am. Ne 25-75.

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

CBi01ITBO PO BHECEHHS Cy0'eKTa BUIAaBHUYOI CIIpaBU 10 Jep:kaBHOTO peecTpy BUAABHHULITB,
BUTOTIBHMKIB 1 PO3MOBCIO/KYBadiB BUIaBHIYOT poaykiii cepii K Ne 3242 Bix 18.07.2008 p.



